H iR P

HERHEAE Rt o AR BN R B A B AR - R R 2 EK
PR A P SCP BRI DA B SR RS T A - Bl RERRAS R AV N L ik &k
W B ARREERFE R BRI X2 EERE - WREH LR RPN KR H HUHER
£ EmEZTT -

FHARZE R 2 - HATR U R IR — H S B R » B
HEE Re E (E PR I AE SRR - AEREGRRAE ZEIRER © 1758
ZENEIAL ~ R B R R F RN LA 2E o R A Ry 7 T 80 BT - RIS K
s DIRESRH RO AL B o Fs - MR | AR R SE R IR Z BB AR
B HAMHRE  OITIRERER » HLRMIAER » IR T LU AT R
SRR E TR - R AR AN E B R A 28 > B R B AR TR
FRERIPIRERR A ZER - GE R MRS AR h = -

S AN EEAEIR BREE — (A TR S E R ORI E T - B B Y
2% o Wit - HEEEEROERE - SCEEMRERNRA - BRI EDER
BAIERER BT UWEZENEMSEZ2E I -




FoMERAE RN Z IERENE DU S IIACE Z 580 - FAHRIAT - BRI /T
PR EEGR DU REUER S AN DA BT - ST S B R Al
FEEIMA - (HRARSEER B AR > @A R 2E R ECCE R ST
AEEREREN  SEEEK -

FELL - R G R B e R R AR Ry - AR A 2 BT FE 5 ke R
TIENBE T - AREZ TR - AETTRENEF R -




=2

PERPYR  — o EBUT - BREAGHETIZT - Clh o KRR
P& o (H2 - B AT RARARER B BT 2 - SR N EE B AR
ARE R AR - EANED - (B AR SR R R » TH:
HErmiE EARZERRR TR SCERE T E - RRFTRE R AR R R
HAVETERIR Kl - A0AsE It & AR » SRR A R 5 8 22 R B Rk
ERFREARE - BEAETEY RoaRI T —ERAGEOIEENEE -

B 2005 Fpith - Ag DI 7Ry G R B e R B A & 7F - #dT
" 28RBS SR B EERERIRTS ) BT - BXGTER TR A KRBT
(9 T ZERPER RO ) fEnh - R R R R E R - SRR E R
s AR - CRORZHRR A - 28 - KRR FAHR LIE A BRERE R
TR E SR -

By 7 hoaE R E R - bR T uA2RE AR AR - (€ 2008 LG - B
B EFTEE G R E TR - M — 1830 ZeBEAk 80 R/ Tl ZE R IR HY S E
RIRERERGER TR ERER (1) 5 WEE » R & R R H s
MRpE - MEICRYIEE ER IR R A AR A E R 2T KR EAYIEE
ROM ~ MEFREARRIAR AN AR AU AN ZZ BLERRE  BORs f07 B 2P0 I A e 52 B =5 SR I e
- E ORI CIE I




AERIRRDE R RKIR AT IR 80 FlZE B ERR - SRELIZH S @Y
RIAIA ~ AR SEER - BRI © 28 168 HREHEEH -
B - FELE - BERGHTG SRR ER eI R B e R N B AT B s S AT AISERF DA
KEFMEE - FE o REARBRTEAER TEA RS - A T M E A7 8
BRI SEA TR EEA G LA - AR EEE DS R -
HIRFARENISAT - RERBIET 2 NIEBREI =R AR i - BB A FTE A B
HINAE

MEENE R RS

EHE %i%%’——,

98 5 A




=2

FERIREGEIER BRI TRES 22— U NRR - H2HBTRSGELG
LERBIRHBERRSIERNE L — > EEEGE RGP BERRS
28 R B R B R - T AR B A R EAVHE B RE - SRR NS
SO AL TR - BN - (ISR TEEEY) - R LRSS LR
O ORREIES IR - TR Rt & TH 5B RET - ST BT ~ RS

BB AV LS BRI T 2E (B ) - R EEE (35
ZEEE ) « RERE  EE MR BIKIEE (R « ARRRIED SR
MR PRAESS - TLMERE R AP - (B2 - BIGEANLL - ZmRHEE s EUhE R A
SRS =S S

%?

ﬁﬁ% fJ it

I

RIS - ZURR AR - — RIS - RRAIRTFEE
FHEARVE R} - K2 R GE(EMRS Eim=ik ; nemed LR R EN - 515
E > fmlE - HERE ;@R LR RN A E B E - AR ATREHE
fii o R TE K B BB A B SR B 22 B PR S T AR 3 R R g s o
SCERLE - REEE — BRI ES TT o R R L A R SRR EAGE
Hoes o RRBEIEERMAEN S o se BT SR R AR - R R
PR BEHIER R - RENLRI MR se %8 » SHHRVEEEIE - A AN LE ZERE
otz B AR B HL 5w R TE -




Fo TR YRR T W8 SRR - LA T AR AR AR E R A
TS EE I TR R AR B RE R A - BRI EERE R
BRI N R BRERG N - BILAZEIEFEAIHR - FE R R TE R
TR E R Z A ISR S RE R AN 22 R -

[EPN - TUN RS 2~ eS) = il
A

HIE

98 5 A




B—5E Y

FEED | Bk KHER

O1  ZBBRERTE cvooveveeeeeeeteeteeieet ettt 2-7
02 FEBBEEEERIE .oovvooveveeeee e 8-11
03  EEMEERBEEEIE ..o oo 12-16
04 EFRBRBRBEMIIE ..o e 17-19
05  AABEEERRIE oo 20-24
06  FEERMES ERREEIIAE oo 25-27
07  BEBREBIE ..o 28-32
08  FEAFRAE - PUOEEMRIGERZIE ..o, 33-39
09  EBEEEEMIEE .o 40-42
10 HEBRBEIIE .ovoovoeveeeeee e 43-45
11 EERITEEME oo, 46-49
12 BTREBIIE oo 50-52
13 FIBEIIE c.oovoovoeeeieeceeeeieie et 53-56
14 TREEMIEE Y oo 57-61
15 3-§E-3- FEATEIE (ARBRHER ). 62-64
16 ZRMERBBRIE (SRMHEEMBRERZE ). 65-67
17 EBEBREEIIIE ..o 68-70




O  TKARBEMIE oot 72-76
02 FRREEBIPEBAEBEIRIE ... 77-80
03 CHEEFRREBARRERERZIE oo 81-83
04  FERET TEEBESRERZIE oo 84-86
B=E

HbREHBRE

01  BFEBGETERIE ..o 88-99
02 FABEBRE cooooovooveeeceeeee e 100-105
03  EEESE oo 106-109
04  JETAIRERIE oo 110-113
05  BBELTUE coovoovveeceeceee e 114-118
06 FEEERERREEE SRR oo, 119-121

07 EBEBREEBEEREREE .o 122-124




B=E

HibXBHB R

08  EERRFEEESEALEBERZ oo 125-128
09  EEMERBETMHE oo 129-131
10 ESRRERBIET (BEFERE) e, 132-133
11 BEBEMEPIERERZIE oo 134-137
12 BPEMEERILE oo 138-141
13 FURRBEIIIR oo, 142-144
T4 BREITE oot 145-149
15 BBIZRECIE oo 150-155
16 FHEMNEBREREE D WMEMPELE ..o 156-159
17 EZUFEIIE oo, 160-163
18 BEBEEETE oo 164-167
19 WKIEGERSEEEBEREE .o 168-172
20 ERMEBBEEEETRIE e 173-175
21 HEERERAEEEEBERERZIE oo 176-179
22 RERBEEERRSEBESRERZIE oo, 180-183
23 BEBBMEETEIE oo 184-188




INBHINEE AR

01  FREEMERTBIARESERTE ..o 190-192
02  Alstrom ECIEREF .ooooveeeeieeieeeecccccceeeees 193-197
03  AFBEMEBERBIBRKEEIL oo 198-199
04  BHRHIHEAE oo 200-203
05  Holt-Oram JEMRAF ..oooveeeeeeeeeeeeeeeeee e 204-206
06  Andersen FRIEREF ...ooovoivviiiiicieeccceeceee 207-212

(DRI RC R ; SRR T B E A )

BhE
BtRRASR
01 XM Cajal KEEMEIEESHIZEFKETREER ... 214-218
BB
AR B iR AR
01 BB AL EEIIRIE oo, 220-222
02  LOWE BRI REE o oot 223-225

03  HIERMEMEFREBEAMERE ..o 226-228




04 BEBEEEEISEMBRT ... 229-231
05 EAFECTEIRATE oo, 232-234
BtE

Rl BREX AT iR e

01 F&k L FREMERARRERRZIE ..o 236-240
02  FEEBBEMMETRIA oo 241-244
03 FHREBEEEE T EME oo 245-246
04  HRENBEERICTEENERIARERE ..o 247-257
05 T THEEERE oot 258-261
06  FEEATERFIESE v ovoveeeeeeee e, 262-266
07  BEEMERFEIE oo 267-269
08  HHEABECEE oo 270-274
09  FRAFECIE oo 275-277
10 BERMEAUAZEMEIE ..o 278-282
11 AEFRHRTEMREF oo 283-286
12 BEHEMERIZRAELE (EBTFETTIRIR / HRA ). 287-288
13 EITMHEEAEMEEEEEMEE ..o, 289-291
14 GM1/GM2 TFEEIEBERETRIE ..o 292-296




BtE

BEBBEX MRS IR

15 FKF—BTIEMREE oo 297-298
16 TEFEBESRERZIE oo 299-301
17 SERMBETBURGHEITE oo, 302-304
18 TFiREINEEREREEIREE oo 305-307
19 Miller-Dieker SIEREF ...covveeeereeeee e 308-310
20 TS TTHRARBERRERETRIE oo 311-316
21 Wolfram FEMREE .ooovoeeeeceeeeeeeeeeee e, 317-320
22 SEEMEEME T BRIE oo 321-337
23 Joubert [KTEZEF (FRKIEM/DEBIEEREERE) oo 338-343
24 HGBEETE oo 344-346

FRBZRB] e e 348-351







Phenylketonuria; PKU- Phenylalanine Hydroxylase;
PAH Deficiency

— RES

HPIERL (Phenylalanine; Phe) £y A #SHAEIZELER » SPIGTE— R )&
HE AT & IR R 5% /45 © AR FRIE (Phenylketonuria; PKU) % B[ [A]
RN IR B BRI (Tyrosine) BB (R34 RTRE - BBCENIZFRTERE K
BHERE - EEEENREEY  EmEKIERGE -

B Rl S A — A B R EEAREE T - 55 R RN IR
(Phenylalanine hydroxylase; PAH) + K i fiff /U 4 5L M 1% (Tetrahydrobiopterin;
BH4) » bl 32 sk Z - #EE R i PRIERI A -

FEIEE AL (PAH) RAF R - Fy 2 BRI IG R P A L S B ) = 2 I
£ RAIHAEE 12 BB R 24.1 (15 (12q23.2) A PAH FL K& A= ®REFTE -
H—EERTIRERRZ » RS E PAH AU - JREIMARERIEREC AL - B HL R PRIE - BR
SEHY PKU FE#EHT 98 ~ 99% Ky AL - BINHY PKU B HEK] 70 ~ 80% HIEFH
Ry AL -

7] BH4 gk = - RIE8E BH4 AU 5 JREIARERIEY) AL - siFRsAl (A1)
FFFFRIE < fCURR » BISMG 1~ 3% Ry A - MR RBIANERE 20% ~ 30% 7i45 (7
ST HARE AR PROE — MY SIS R 2 iE ; PKU BH4 Deficiency) « {E—HUEE
REPHNARE - ISR M R IR IR PO AR R Y - #RRE B 5 R
B B R PR
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AHupRAE
Phenylketonuria(PKU)

o BExR:

R PR OE B 3 AR SR AT A T R 2 & N HH T s 7R RO 1/4,000 ~
1/5,000 + H 7 A#7F5 1/100,000 » i1 — iz F A TS e 19 3% 4= SR I KTk 1/10,000 ~
1/20,000 °

DIFR BB R AR /A2 0 1984 2 2014 35 6,914,619 L4 5 » DA
JE ik BVt i YA PR 1) 78 2B 37T Ry 1/28,691

= EmE
R RO ME LR - R AR RS — 2R - REERRE
IRHERAE - BT — &I MERIA 25% HOMEREEIE -

g ~ BRPRAEAR -

PIERBER R EER - 7 3 £ 4 (8 B EAERA SR I8ATHIR - HEIRE
i PR - BRAIMEEE (Jfh 1/3)  REFMRES HIREEEM o #im
FIREHHER © R REEEMIBHEER 182 (20 ~ 40%) ~ ‘ERFEERE - HEE) -
RGBT HBRWFIEIR - EFDIRA BIGTER - LR G p %
TFHEIEE T -

RSB ARAS B RIS - R TR B R A el - A g MR A%

B RER/ ARBRAHER
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TEBURHIAR (25%) » R AT Ry LRORERE - 40 < @®) - 5HE - 5P - BXCBRRUEESE
% ERENEEGEEUD SR ENERHER -
F o B2

VIR S MER I » F97EH A 3~ 4 M H R - MR HERDE S R N
R EFEVRABBHBER - (BEEECERAN A HREGEE - K TERF
S IERERRS B B E G - A AR R R IR IR AR I T ik

ST 2R S R Ry I GE AR Fr A B TR IR R (Phe) HUE B - BIRESNRIER
HEE—PEE - AR LA Z0RS: - AEE TR R E

FEAETT T A4 SE AR DA I S R A R BRIy - TR SR T T
RARIEEE (840 48 /NFDLE ) - DOBER sk kR A -

W5 1 16 2 ] BE AL Ry JIF DO RE 1 R 1T 3 ol 7 BRF 1% B 2 P9 i R R
Fb o B A Ry o KA IR TN A B R B R R Z TR BOE R N R L
(Hyperphenylalaninemia) » [t T 22— R

TERERoE bR /N R B B R R 25 - i = AU RERE T R Ry o T LR
BRI R HHBARG R IR R & & - IFREC & T HAMAER AT DA RS 2k

& 43 PAH fif = 8¢ BH4 fiR = 8 1Y 75 % B 5 - BH4 [k & 1 54 B (BH4
loading test) » R W& U 1% (Urine pterin) 43 #7 » i % 8 W& i #8 (# HE ¥ & (CSF
neurotransmitter) 5347 » FLIMER DHPR /&4 E &H T -

BH4 1k & 3 B2 £ L ik BHA 7% - BRI R IR IRV IR 26 T

©

R
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AHupRAE
Phenylketonuria(PKU)

[ - A0SR REIEREIE 30% - HIFe R E %% BHA BRI E [ (responsive) - {HEHA
BEEA R TR IR 2/ NEFHh I — R R R R TR EE -

ANRD=t;-3

TR RAFAE A 2 BN - Bt a2 # AKX - DI s
& o PAH BT FRAEFTER 70 EE R RIURH &Y PR LR A (R H AR
BHEH RYTEFERERAZSNEY &N B B BERCBRATH
DRE T HTESEH (Aspartame) (2 5% HUR 55 77 B AS IR - Dl & E ERE M E R
BREENSEERRE -

LS 2 O B T L P R 2R PG R R L - I B I H B BRI R B HE
DAMECRE Z U SRy a8 - IReEF B ERFBEEE -

KNI (Phe) fo NBEZLENGERR - FHEECERFRIEM A M S - HRICT
WK% BHAGEEN R - Bl Fe AL ABFTREVLFEILER - WEF/HTIEE
PIREERETRF RN - DARERT S BERU R R ELENE - MBENES ERIMNE ZBEH
Bih o AR E SRR R -

£ R

AFIERCR AT - RIRESN SO E - BEE 1A NIER - HPaEn
595 1 2 2 A KA VAR ZBE - PR 5 85 5 MMk I alRIGHE &
HOVEERE Ry 53 ~ 45 © PAH ik Z BUR B EH iR 24E FRIABHAG RATFHUBR R 4

B RER/ ARBRAHER
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R EE IR AR - HAEREE LT 2 N2 %E - BHA (R Z BB H
FHTAE FUIBRAG B2 32 Wi Te T R mh S (BB S BRY) B AT -

RIBERBEBERTERRER - L R AR R B EZE - BRARER R G FR A [
SRRy 46 K (17 ~ 127 K ) » (BHEF] 6 BRI » MR8 ks 98 » FESCFY)
By 92 0 FESPI R By 104(Chien, et al, 2004) » W% 5% REFEHI R -
I ERBRE R T 2 1R » BORIRAARIR2 B AT TR SR [ SIS R I T RE R S
21 K (12 ~ 30 KX ) (Huang, etal, 2006) - 1fj H o DME T HHEEE A B & i La
%‘50

FERG IR LS8 30 AL Re i AR B ] - AR ST T I E] 6 BRIR (iR
TR A - RAGEE TSR A NRE K S/ OIGRAEIR © MEHEK
PR F 4 - FHRRE VOB M BERARIERT - MIEEpiEr 2T R EHRE
RPFEFR G - THATHZZERERERSE - RS T Phe R
Dhepfa#eam i A HIe R IR 5 - — iR ARERIZE R Rt - B - i
FIEE IR R R RAT -

Z2EEH
+ Phenylalanine hydroxylase deficiency: intelligence of patients after early dietary
treatment. Chien YH, Chiang SC, Huang A, Lin JM, ChiuYN, Chou SE, Wang TR,
Hwu WL. Acta Paediatr Taiwan. 2004 Nov-Dec;45(6):320-3.

+ Tandem mass neonatal screening in Taiwan--report from one center.Huang HE,
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A HRPRAE
Phenylketonuria(PKU)

Chu KL, ChienYH, Wei ML, Wu ST, Wang SE, Hwu WL. ] FormosMed Assoc. 2006

Nov;105(11):882-6.
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Homocystinuria

BHRERE
02 "

— . EEE

AR B R & H 0.3% 2 5% Y FH i % B (Methionine) » 17 &1
SRR BRI R M BB E B A G R - 1 AE 5 1Y B i i BR B2 A8 H iR
LB MAT) JE 5% S—HRE i 2 & (S-adenosylmethionine) » # & F 8 5% i
WeRz & (Homocysteine) » TEJE ol & 1 HE ML Bk & » REAS FH PO 5 =CHE T A3
g e T R A R P B iR AL R (Met) - 55 = T2 S0P s D ik
(Homocystine) » 5570t /7 = AIE FEDEREE & BEF (Cystathionine- 3 -synthase; fifif#
CBS) (R pA LR (Cysteine)

% 25 S IO I R PR OE B i 2 U AL By CBS BE SR AYTHRER /& » 38 ol =~ il
% % (Homocysteine) f i I A1] & p e % B (Cystine; Cys) - 35 ik B8 A FH i 1% iR
(Methionine; Met) ~ =M (Homocystine; Hey) ~ S~ IEZIE K& S #E R L&)
(Mix disulfide) 55 5 AR P HIHER

PR " ol U B RS ORI - AR KRk RRElE e g - &
B8~ HREBRK AL BE e A Sy %2

AR

FLREFEBEE A 38 45 R4 B 1/200,000 @ & A9 3% 4 RHK ; (£2
Y S T oL 5 DG i T PR EE Y 3 A5 SR KRy 1/500,000 » BE L2 4= R R - THIG B
1/240 -
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Homocystinuria

= EEE
R R ORISR LR - R AR RS 2R - EIRERR
TERHVERE - H N —RE—MB A ERE 25% BIRRRERIELIE -

g~ BRPRAEAR -
EEFHERE OREE) KA IEERIE FHRE R -

T EES BRPRAEAR

kRBEIRE LT 10 BRAGR G R - g RS E A AR ER -
Ectopic lentis | BT ~ HOLAR « E A Rl A« i -

& B BRI - SVOE R BISEEE LM SR RIS (BE) -
TR MM 2R - BIETETY B pRR R R R T B AT

ﬁ o
FEERZE SR R R R RERRRSE » KU 1/5 RO & A LY
W5 -

1 % o 8 BB GENE FAR AR R MBI AR - R I
AIE ME TR ZERIIR R « FHARBIGHAE 30 k.2l > —FDAE
WEEEH IERZEN R EEL -

MV 1 28 W e S i i TS i oM R ITTL - 2225 [RESE T 5 JA
ﬁﬁ?gﬁ&@ﬁﬁﬁﬁ@%ft 11T RE PR T B 2 11178
B HERY -
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= 58
ZR&HR (—)

-2

HETEIAKE " Tandem Mass SRR E FE | RURLITIEAIR 82k Rt ) -
EEARILFr i B T R IR R 2 B IR (R R - BIEE P R2EE - WL
Bl A RE LT oS - BIEETTHERE 2K

TEMERS 2T b B/ SRR R R S 2 5 - B SR AURERE TR Ry i
MR RGP HHBARG IR & & - Bl & ha R & TS - Rehg R s
TR -

ANR=¢; -3

MombeaikRIESETIRMAER ERAEGHEINAXHEAL
(Remethylation) FYZHRE » RI{EHE = bERZ IR (R R R L iR - A E IR A = AT R
#E2E SR Bo(VitBe) 1% - MIFFAYH AL ER K IR beiE iR g [ (K - S5 A WHstEH
I AREH S (Betain) AT = DAL BRTE B B R AL BR - AR ECE BIEA 3R Bo 1R
[ZRE > FEiEH ERITR PR RS - DABS IR T B BRI - KAHEAE SR Bo
HEIE - ARIEGEFRTAATT

(—)HEERBOBERE

435 Be Ky CBS B3R 2 il - BiHY CBS BERISMh =% - WiTsHEEER
Bo AJ i K ThRE - DAREEI - i FR R L R B PR HH Y s D BRI P - 7E CBS B¥
FEEEETH 13% ¥ Vit B6 K -
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Homocystinuria

GEalAG THEL R Bo 1A - AT AR S R IV N AE DME A R R R BR s FR A2 1T -
ERLE A ERAGT 25 ~ 100 mg ALK B6 » 748 4 3 - MAER/NZER AR
KA T 1g o 10— ELITR A FR R R A i JO e e e EC R+ R B e (A 2R 3R
B6 iR YR » IR AR A S E g S oS AR E -

S DA IRAE AR 35 Bo & OF#EA: 35 B12 5 HEEHR (Betaine) & 7T B RR (R AR
MR = bR R A E B 5 AR A B LRFE P IERL (Folate) 1HAER % thTR
HIFEZERE (Folic acid) -

(Z) HiER B RBERE

EEE IR MR Bo ZEIEMENER 1000 mg REHES FERE - FERAIAER K
FRRRIZ IR R B R ERVERE - DUHERF LA FR BRI B A SR 5 W0 FERD & KR
IR AR AR TS B B L R RG RE  AEFRFIE W RIAE R A FITHRE - FE TR
FelEiE R (L-Cysteine) K HH =Rl (Betaine)

t R

FERPER L BEEERE MR AP IZER - DU PR e iz BR A IR
B DR R B EIRE - EREENAERBETEE - WMNEE I E2IRR
FoGIEERE - AFENIRISERAVE(L - ot iieiesE - BER - HIItER &
TR FRER R -

—RAKE - EHEE SR B6 IR E NIERERREH RIS - HREF S EE
(EEREF IR FIaR - AlEmei o IR - (EARIEAR 8 H#L
A o TR PR IS RBERE - PSS Y BB th R AR

F—E RER/ ARBRAHER
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Hereditary Tyrosinemia

0 3 B 18IS B AR EL M E

—  REE

Bl (Tyrosine) /2 \ B8 —TEIE A HIE B - E B0k B AR Bt A R %
% (Phenylalanine) {a#H © i B I A% Hh s i R s 1) [ BRI T RE A B A SO 875 » L
AR AT M ER I RA I (Transient Tyrosinemia of the Newborn » TTN) ~ &
(B R BRI 55— (Hereditary Tyrosinemia I) ~ Bf&ES MIESS — 2 (Tyrosinemia
Il » Y ## 5y Richner-Hanhart Syndrome) K¢ i 4 [TiE 55 =% (Tyrosinemia III) °

AR A IR PR R TURE /2 A (R B PR O B 2 I R B AT B - 2538
FUEFERS - GHEEBRIENESNE - TEERERE - BRRIES
—HUEAES " RIYERR IR ESERAE - BRI T EA I A - Al
WEEGERE - T2 WESEAEENR - hgEEIME -

MR BIMES - MW EEERARBLEHAREE LT Z B oK EER
(Fumarylacetoacetate hydrolase, FAH) FfitZ gk « HBTTUAT FAH BRI R B8
55 15 HRORIRE b (15q25.1) - FRIGHK MESS — 11 F SRR R B B Z ARk
BRI (Tyrosine aminotransferase, TAT) ffts&ik - HATELAN TAT FEREI(L A BEE
16 HPERHIRE [ (16q22.2) - ERIERRMESS =8 R 2R ARy 4 SRERE NS
fif§ (4-hydroxyphenylpyruvate dioxygenase, HPD) k= Fiti&pk » H BT %1 HPD E: [
(IR ABEEE 12 B eI RE E (12924.31) - HETEHR AN DNA 15
TTEFIITEEE - 34 (AEEAZLEEEL FAH R ZH R -
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BBt SEIZELE

Hereditary Tyrosinemia

FAH H i Z 1 52 ol I I I 1 (G332 PH - S BUE 5 SR R 2 i £ B% (Fumary-
lacetoacetate) FYHERE » ML B AL FHZR I (Fumarate) A1 £ £ % (Acetoacetate)
R EHERE AL SR R £ i £ R R SR FARE A (Succinylacetone; SA) » FFAEfATA
FRIIMARE KPR - Z2FERY SA S E (5 & 5 th & #l] Omega-aminolevulinic
acid(Omega-ALA) 7K fi# fif§ (Hydrolase) 1 {E F » 17 35 ZUHE L & 1 22 B E (Acute

Intermittent Porphyria) HYHFSER ©

o BAR:

i i % [T 7 A 28 U B BROM Y 3% 42 28Ry 1/100,000 ~ 1/120,000 © fiE A gL
oA SR ~ SRR AR R > R R SRR ARy 1/1,864 - HREU ST TR
5 1/60,000

= EEER:
RigR ORISR ERR - R RS —EZRENER - (ERARAR
TEARAVR N - (HE T —RE—MRA D ERR A 25% HIBRBEILLE -

g ~ BRPRAEAR -
(— ) DEEAREL MAE -

F—E RER/ ARBRAHER
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£ =
o0 =E®RRE(—)

3B MG AR S — R T RS FIRR AR - BN RERAR - BER
HURIEL BRI R SEEE 6 (8 5 RIIRHREE - EEEARRNR - &
i~ P88 IEIR RIS SE R IR SR E - 5 RO HESEYE ; hEd
P ROBRE - FREAE - BERERTEAREIS - FIRFE AR » I~ IRFIR
MEEAEIMAFRIA - B g S E /NVETNEEAH (Renal tubular dysfunction) » K%
PEFEAE (Rickets) ~ FFIRIEREFRENR © A Loh B A RS T E R R ARSR 16
B o 5 i TR PR Al BEFEPE S B R R AYBFRE - P A R e A LIE
RRR 42 E IRE (Acute Intermittent Porphyria) 2 fiEfR 4 « TR ARG B T8
FRAHILA ST RERT s LR - BEZIR B A ME - &8 - /KHE ~ IEETREK - 1l - &
KBRS EERCEHSHERE -
(=) 18 4R RS M AE -

i PR B P G I I LU AR+ A B o I R ey - R BB AR 1 %
BA TN - (EE - B - IR R i Rt BB R BRAREAR » B FTRER
10 Bk /e B4 -

f
(—) mitAl -

H TR B A5 TR0 B IR MU AR Bk /2 i B LR RV Y SA R Ho i)
HYIRRE © & (7 A EAR AR - (B A DER 7 EY SA IRFE(RIE - bl - mLELL
IS B I Y FAH S V2R R 2 i e - 23BN S B IR 8  — i
FREAIE B AU B At m] REHH PR FAH (RIS TERYIR 2 - [FbcHth - A YT tn fe th

14 ‘ FE RER/ARBRAHES
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Hereditary Tyrosinemia

ATREA Ryl i 5 I HHER B [BI1E (Reversed) RYIHIE - DABURIELS T =61 FAH
FIMES: - RltL - FAH BESAVE MR R A (ERE(F R 2 BN 2% - T RE(F 2k
FAIMEE— {352
(=) EritasE -

ANEL AR — REEGAC R EE 5 B I R L ) BR R 28 3 B ] A 22 f [ 22 16 ~
20 BRI (EIREZER]) - EITEERIZEBEER AT o IR AT RRHISE K
HSA HYIRIE - B s o MM PRI AR R IR Bt R K - Diks B R
FAH H7ETE -

BEMEEHRE » R IER RGNS LR AR IR AR 1T B
1aE > DURTE R (Al B IE - e B R - FEHakaiedl - RE/N
ETREIEHERTE AR EL - PRI DSt 2 EHEIEY o (B FFRR A Zm B R e
A AR FE I A IS Ia R B TR - [RGB <2 PR A Iy -~ (7RG A
AN R ISAE 5 5 A =R L -

(=) ATHEFs4E

ERAERATIRZEEIIRE - R E RS R g GG - RARRIL
BRI CAER R BRI ASAT - BFRRREAE R T AR AVER R - NRERFBIIRE] - i
BRI SA > JEZERRATS [REHY o AR E 1% B 5L B e SR e ]
HRBIHNELR -

B RER/ ARBRAHER
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W =R (—)

( =) Nitisinone (ortadin®) &4 :

2-Nitro-4-trifluoromethylbenzoyl-1, 3-Cyclohexanedione(NTBC) ] LABH.IE o —
FRELLNER 2 (0 -Hydroxyphenylpyruvate) ## %8 5 S PR [z (Homogentisate) » ji 4>
SA HYEELE » MR v] DASGE R RIE MR R AL ERISRE o R ERIR R R I &
PRI Ry NTBC HYBE R0 - (Al - BRE AR R LAY -

H Hij Nitisinone EEIFHEARAG(T - ARG ERIZ IR MAESS — AV G -

t - 1R

B SMEER IR RIS - IRAERE LAY o J5 RGBS T8
WEIREE - Kt - FRESEFSE RIS o AN - BHIA T - $5EET - HES - PR
HE AR E AR R R 2 BB A B BAR IE o E R R RS R R
TBEULT - ESIE R B R P IAFR BB IR b L AR R R (R E R - #niEfthay D =)
GG EERE 5 REATE R - T2 % L H AL AR -

16 ‘ FE RER/ARBRAHES




Hypermethioninemia
(Methionine Adenosyltransferase Deficiency; MAT)

04 | = PR EE ME

—  REZ

Ik A Ry — S TR M e B T R SR 0 o IR R TR 2 A B R R R
(Methionine) {5 S— iR FF FH i B8 % (S-Adenosylmethionine ; &% AdoMet) fiif
EHY MAT %3 (Methionine Adenosyltransferase) TIAEREZ » T73E ML - A B 1
FERRHERE G e -

7 LA R A R T 5 » AR R = I IR PRIE (Homocystinuria) ~ iS4 [l
ES—A (Tyrosinemia) K FFREEEI S [RERY - AHRFF A8 LB o PR M R B G2 10978
SiE P LA E 28 i R R IR BR IMUE - SR Ry MAT R ZHE -

AR
FUIE R IR B A 52 R - L3 AE R E S 1/10,000 LR -

= R

HETEGE  EHEERR MAT BERERZ A5 ZR% 10 HRE £
(10922.3) HG #1552 MAT1A BE K988 5 3 bl = FH A 4 R TILE < £ 2R JRIA] - I
R T DU IS G B 8 e R e R OB - AR Mudd 55 A (1995)
B 30 LEZEAUMIFERIR - FR T 1 ((ExSERE OB EERZIL - ER
R e s R i -

B—E RER/ ARBRAHES
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o/t

= 58
ZR&HR (—)

I~ BRPRAEAR -

RER BB I MAT BESR2H SR IRERIIIIRE - BESRTEIE B s -
FTAZ BRI R - — RIS REHEZIEIR - (A STk S 5 1S E 1
RANAERT OB ERR ORISR 855 (Delayed demyelination) i
TEERHIAEAR - BRI MAT S i Z % -

B~ 328 -

L AR T iR B IR L i e TR G ER A 2 - B IRESRIERE
RpfEtE— DR - AR S A L2 R - AT THERE

W5 {18 2 PTRE AL R P DD REAS R 1T 3 B R 1R ) FR BRI FR R FE T - B2
Fe R A T UL R B I SR k2 1 20 A LA BR IV (Hypermethioninemia) 5
WeRziRIRIE (Homocystinuria) - (AL TR EE— A HERTR2HT -

AN R Bt TR A T Tandem Mass ERIGFERE (R 5 OHTEUITENE - /2
—HEEERY > MFREREE LTS A E R/ REIEETR - MRE2EER 7/
SLERIBE R R RG2S - d R AURERE T35 Ry o0 M L R PR P AH BRI B R
WyEE DB A HEFR BT " DtRREE S R ) BYTETE AR 2R

L EE B v e i R PRAE O W 7 » SR A R IR R8 B o2 LML P v PO e PR P 1 S
= Rt g R E R -

Ll
VA=
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= PR EL MiE
Hypermethioninemia(Methionine Adenosyltransferase Deficiency; MAT)

N RE
HETA R E 2B E - R DME BRI T HaR - DAHERF IR
PRI IR E G RRE - WEMEHAERET - B8R KT HRER

TR - DUT AR BRI -

t R

EoR B be 4 SLER AR T O RO RRER R 12 SEREETRR T 1,701,591 (E# A 5 - H
RS = R IIE MY 8 5Lk 16 A\ (32423 1/106,349) - bt B R E &
EH 1A - KT R o PGB RGP R 42 K 28 ~82°K) >
IBHEE] 6 BRI - TR R Ry 96 - FESCPFI R 90 - BERFEERE &
98 - iR H FRERAIME -

BEEH
« Isolated persistent hypermethioninemia. Mudd SH, Levy HL, Tangerman A,
Boujet C, Buist N, Davidson-Mundt A, Hudgins L, Oyanagi K, Nagao M, Wilson

WG. Am ] Hum Genet. 1995 Oct;57(4):882-92.

B RER/ ARBRAHER
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0 5 WL 4R PR VE

Maple Syrup Urine Disease(MSUD)

—  REE

— TR R E AR B R R - TEREHRINAR e T
A% =& %% | (Branched chain a -keto acid dehydrogenase ; BCKD) HJIhREFE4:
PEBRE » TSR IR (Leucine) ~ 52 4 (Isoleucine) Je# %k (Valine) %5 57 pifl
£LB% (Branched chain amino acid ; BCAA) HUHERE » i3 LEHEREAE A\ N &SR E 4
THAESHIER ST & A 1H - 52 Ry -

FEE I P R R R R AR IS N 20 ~ 40 £% » B I R B AR A R 2 P I 3G
5 ~10f5% -

o BAER:
BUOM 34357 By 1/120,000 » SEEEy 1/250,000 o B #E 4 3 AHH - 1ERT
PR_E RSB B AR B » RSB IR ER - MRS E ] fEE %

R EE AR o (KB AR TR A B R R R E RS 0 32 2015 4 9 H IR
NI 37 i -
= . EEER

Rfg R MR ERR - RS —(EZREER - R RRE
REVERE - BH T —RE—RA 2 ERRE 25% FIBREERILE - HATE A

20 ‘ FE RER/ARBRAHES




TRNEERPRAE
Maple Syrup Urine Disease

E0F 3 EHENA : 519 HREE (19q913) effid LAY BCKDHA 5K~ 55 6 HEE
(6q14) HEZHY BCKDHB £:[A k2 55 — #1508 (1p21) #t0fs EHY DBT B Bt R
WER -

M « BRPRIEAR -

—MRAEAR ;- THE - BRI BEEGIERE © WIRT ISR - mEn: -~ 52
B ~ i ERBEEERRIGIR - BEIR L] o R DU AR

(—) #8EY (Classic) : [LAIfR R R - BEREMERIERER 0~ 2% 5 REFEHIE
3 7 RENHBEFEER - A RRRREE S EBR N 2%  FRAERRHER -
HIEBAGIE: - 25 LA SREAES - B ERRY S &K - fhiEm
FOEC AR A\ TRRAS IR HI R & - GG IR b2 ST % 5 AR A -

(Z) MR (Intermediate) : BEFRTG MR IEFHY 3 ~ 8% 5 TEAREAS AN
RAEZFRBMAAGGEIR 5 GF A ERAL -

(=) BIBRE (ntermittent) : FEFRIHMERIRBIEFEHY 8 ~ 15% 5 sl E —HF| 1 &£
2 R A B E— R - R R RR S el & E A E I -
AEREAR I 5 S - R SR E G R - R R E N
ARBIERE S - BRFER -

(M) #4543 B1 RIERY - Al BB IR AIHEE SR B1(VitB1, Thiamine) A [ -

F—E RER/ ARBRAHER
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£ =
o0 EE®RRE(—)

TERRFAAE AR 32 BL 1% » MR G RE - R EOGRR R AR R e -
7 R A AR R B B R R B - BRI 5 35 ARA R R Ry [ A (I
SEBH - SRR EEN BB 5 o PRI E LA -

(F) E3BRZE : K E3EMEHE MR TV =MERMARA—E 5 X
B o - B B IR B 9 & ) branched-chain alpha-keto acid dehydrogenase
complex(BCKDQ), W Fi Bt Mt & By #2 & # pyruvate dehydrogenase
complex(PDC), 1 «- il & — & i & B ¥ & #2 alpha-ketoglutarate
dehydrogenase complex(KGDC) » K[t & E3 it Z Rrgr (Rl & 2 = (HfE %
RS RE A B - IERR L TE3 BRZ M AR LB R A RS 5 TR E

B o
h-%2

H RTAHT A S Af b ik TR Y SRR R 6 - R DA LA IR (Leucine) B
%1% (Isoleucine) HY&: » & IR ke 2 A TR B = IEH (ERF I — D R4 -

FEWHERRTTE - R AT P AHBARG R IR ) & & - KPR P AHBA L B R
TENRE AR SR - SERIER e E Bk " SRR R a3
(BCKD) HYE1E 5 Al BCKD fFAER AR AUsAE REMIE T -~ — B EERT AT A =
IRZE R PR EE » WS B /KHMIAE - BB IRIER B - BT ERER
HITETE -

2y

o

n
E==o
T
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TRNEERPRAE
Maple Syrup Urine Disease

A=

NERAEBETARG R - B 2 K U U S ple b S A8 RS
(Central transtentorial herniation) [fii# {H o 574 e A 2830 S 10 n] DAk
WARITHR - EEHEHEET LR -

(—) S1EH

1. EE R R HER S > N pH ERELE -

2. B EREEFATECER - JERTEENESE IR -

3. WS AR TG TR A PR RL TR - DATERIIUK R PR R A HIRE R - RN
EHEE- W -

4. MGERT - REERE N SR A BRI -

5. $HETIE BBV RFRER Bt & - i R IRy LG AT -

(=) REBRVER B -

BURE AR R TRAS AL B R - S5 ERR - AT R R A TR R E R G E
PRSI RS o e S I <7 S B R B PR T R R - 38 2% BN ) Ve R
% - MSUD Diet Powder,Ketonex-1,Ketonex-2 ¥ 5y~ & =7 5 [l 55 Bk R R 4 ¥y
FERR LR R AR AR T FR S E R FE G B - SRR E R BT B 2y
EEBH RS - DEIIEY RIEEEE LR -

F—E RER/ ARBRAHER
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£ =
"0 ERRR (—) !~

t - mER:
AR E R - BArEHAER - EHINRZEHAK - WM AN R R
WIBR R - BB BATE Y G F - 122 E Rk a R il 7 HFRIRC -
—HEXRIGHETEEUE L - iR B S & hE L L mEE A - @E
HEREEAIER] - & 16 DR AR rTRe & 2R 383t T ;5 1E
BASHERETE R | RE A AIRE AT RAYRR - M RESIER S A SR -
B ETERTMER - R AHEEEE - BREEGRIAE
SRR - QIR HERGOR -

ERFRHG A REEE - DERFREZFIRE - CEEAUE T —arlEs =

B
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Nonketotic Hyperglycinemia

JFERIE S B iz B M E
06

—  REZ

e H R IMEE F2 F IR H AR (Glycine) JRFES# Sy - b A 53R 3 R A T KA
W TEAE Y
(— ) FEER 4 = H P MU 2 H 1R 73 2424 (Glycine cleavage system; GCS) fi4H
Frsg Rl H LR L Ed R AS P S H (GLDC E[A]) ~ T &EH (GCST EA] ) FEAZE
BER - BRI - A B E RS EER o
(=) WM HIZRRMAE (Ketotic Hyperglycinemia) AIl/Z FHA A HEERIE » 1 H 2
Wk 55 e H IR IUGE - B Bam HOEAR & R AR 35 - s E B3 AR AR R
IF ] -

TN BAeR:
EZSBEALER - H#s AR 1/12,000 - HETHAE SR TR B A 522 R
BALEEHE 28 4 R Ry 1/10,000 DATF -

= EEE

Rig RO RMEERR - R IEE RS —EZREVER - ERGER
TEREVRAE - (HE N —E RN AR 25% HUMSREEILE -

F—E RER/ ARBRAHER
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£ =
o0 EE®RRE(—)

I~ BRPRAEAR -
2R T = I BR ILE ARG R SR BT 73 F B« 342 5 (Neonatal type) Kz
#ER (Late-onset type) °
(—) HERE  BRER  SHEREEHARRIER  (EEELE 48 /NEFA -
BV B e AR B2 IR EL AR AL - A - ILAER MR ~ BV NE (R
(depressed Moro response) ~ ##f] + 258 ~ TEMESEGE
REBTHIE AR E AT - 5@ e R FEE - AERE O E
B FECELE o M AT REFE(E A SEAI A HER 5 TE LB PR - BN
TEVERER SErTRes A - A AT B I R e A -
(=) BREEBY : 7E 4 IR E A REER - ZRAIE B8RS EN G
2 RS ERAEAR - Ho i (2 IR F R A T Re B A -

T B

FEERERE L alHETT IR EERR K RICE TERR AT 5 IEE R P R i
FRER A H IR & SE BT o 1 LR R A R PR PR Y B B S S
W o PR Ry LU ST B S AR R H R R A IR E » DA Bl 4 = H R IMUE i —
PR ET - MRS ke - DUETTRER AT -

BEANATRE T APl - AT 2B A FE R A Y - 5 R Am I H R s
B A0 TN REEEAE - A DA ALETT ERTROE - ORI EE A RS, - I
DS R Rt HHET T EE R I 5 A8 H IR iR R R - R A]
P2 IAEIETRES - DUETTAERA AT -
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Nonketotic Hyperglycinemia

ANR=;; -3

H Bl A AZE RLES% 388 Sodium Benzoate K Dextromethorphan - LLIGHE ©

Sodium Benzoate 3¢ {5 H Mk I HORF IR EEY) - (BAE@E IR RACERH -
4] Sodium Benzoate #% » BESR MG H X RA(E AT AR EEITE % - (HR N B
g E R N R R A -

Dextromethorphan —fife AR L1 » (HYEZ 2L » 6 FH @& Dextromet-
horphan A DA RBARHLIR YT - AEARHAHE RIS - B0 - SBREIEHE
Sz A% - EVETEE A B 4 - TR AR I O SR U Y -

t R

H Al 87 2 5 IR B 1 v A Ik ILE A TG 75 > 8 2 F Sodium Benzoate J
Dextromethorphan 524 %E - (H2VERAIER LR < N - BIEREEEHE -
R RS ISHI A 218 - 2R EIRISHIRE - AR 2SR H L RREY
AR 5 [ E MR - R HRTEE R A - HFER (I E T 548 -

F—E RER/ ARBRAHER
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0 7 BLRRERTE
Cystinosis

— REL

ot % BB i b — VS /NEE REFEE - ISR 17 BT B8 13 (1 & (17p13) 1Y
CTNS L[N AfE - FEGRDEAZEL (Cystine) HEHIA/ N E RS (Transportase)
DHRESEH » (O15 DL BRHEREE AR I S /MBS b - SEE T A P oL R e 2 B B 22 o
4R 8 973 IRF 5] e 5 e BB P ] 43 R = L+ — ~ B AU / %) i AU (Nephropathic

cystinosis) ; — ~ HIff{ A / F/HEH (Intermediate cystinosis) ; = ~ FEEREE / A
A2 (Non-nephropathic cystinosis) o HH DUBHpg 8 8 / 4 Gl B ki L - JEAR
AR E o

o BAR:

IAE #8423 BB 5 By 1/200,000 © [MAEEBIANTIIEE & (Brittany) » W 5C 3837
M PR #E A ¥ Ry 1/26,000 - HETECYRIRBIASZE LR - BiLEE
M A EE 4= SRRy 1/10,000 DLUF -

= EEE

R OREMEERR - R RS —ERENER - (AR
TERAVEAE - (HE N —E R IR 25% FIBSRREEILE

28 ‘ FE RER/ARBRAHES




BtRZELE

Cystinosis

I~ BRARAEAR -
(—) BRgi / 3

R AER] AR I BE R H S R REAR - (B2 T 6 ~ 9 {[E A R BT i (25 R
£ Mt~ ZhR > AREREY - WHREREFSE RS - BRI R R

EER ¥ JURE AR RS -

(*) fH3TEREA

Se A JE ERAE1ZEF (Renal tubular Fanconi syndrome) :

HHR 6 (B HRRF#AE - W/ INEHRAKD - BRE - HEIRkIRE - #
FREE ~ §5 - A~ RTEIDE R IGERF 0 THEIT AR > THBR 2R~ BlE
Btk ELZEFRIP B THAEN - BEARE MR E D THITUL - RS &S
TpIE B - (1) (EBHRER O BUE » FEpl 8B BRI HIAR © (2) [M$5t
(K 5 BRI - B (R (R 2 LR IR (2 - (3) B (I sh K
RIMSEAIER L - @) BRERERFRER -

Al AHER Y2 M R T HH B B B A AR R R R T o BRGR 10 R E)52  ek 2

10 pR/eA BT RE S L B -

BEFE 2 ~ 3 I HIRECAYER - AR E - nTEIRIRE AR
[5G L8 (Corneal cystine crystals) » AJTE 1 52 HiTEE 4R o RASTEE I i AU R

AL 16 A KR AL —FRE -

F—E RER/ ARBRAHER
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= 58
ZR&HR (—)

P ANE HER i A s 5 (Peripheral retinopathy) ~ 7&K 5 (5 (Recurrent
corneal erosions) ~ BRI FEBM K HREL - HLLYERB A RFRENEEELE
BRI - EELE 6 A RRHBA A RERB S - BETRE L FRIRE
T~ BT E R IR DIRE KBRS R IR E AN IR RER - BERIIER - H
FEBE7 1% WY P RE HH B R il R e BB O 2

(Z) "R/ S FR

B s S O AR R B S AR R R » SEETE 6 ~ 8 BRI -
(=) IEBREE / AR

LB AR B RS e BB 1 AR OSSR g LR R AIEAR -
F - 520 -

] P DERZ R B B G S 5T (Cystine binding protein assay) » g HI I I
ERAIBERZIR (Cystine) R 5 B R / &) 5 AU R BUE T F IE ALY 50 2 100 fi% -
I Il th P P b R AL R RS SRR e S L DA S5 I P R BR R FEE - IR
AIFAEZRRT 3 (8 H eI RS ~ SE KA SRR IR A RS B AR A A A - T
FERIRZHR -

©
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Cystinosis

AR
e B~ BERE R (Cysteamine Bitartrate, %44 fy Cystagon) FEEV)TEHE -
TR RRE R RIS A= - T —IFBERERIRR B S - A8 B AR R R AL B
FEYIREIR L 90% DL ERIBERZIE - FFaEE Sl e s B B iy A I
PERIEFSARRANART - HREMN AR 1 (8 H WEIBIaHELT - HaE SR E
ARG - T BN B R - B TRenyE L - REIAUTERIAR - wb
CREVAERE B R 08 K AR N AYZEAE - WERBVARE HIIL A AL A P HE R RO i

DUEEAR - R E ERFEFHIEL o MEAERRGRAN - (5l B g E
HHEA PR ER S A -

FERIE A B AT REHIBRNE (o R M@t - (B a] RE 2 RZEYIT A N R HI SRR BRI E T
s BT TR AR AT A B B P 5 5 A 9E Omeprazole » DI E _ERYANE -

TEEEAE - DOIR-FRERZ R ZEY) IR - TR R 0 A R e I TR 465 B
B2 - AR AR AR R B T~ DE i SR AL (Cysteamine hydrochloride) AREE/K - AE
FREH P TEs A IV RGBS AL i » B5GH P JRCES BRI B BOIE ; T BER Eh Bl R B HR 85 -
iR HOERRE AT 2R EOLTETE -

EEAER B RN MR BN E TSR E MR E - IAEREYETS
EFEKGY 8 81 B 85 8F AR DY HEIWRARBEFRINE -
oMt EL E R B DU B R AR -

HFAERREMET » BT EREIRIIEEF N USRI E - AT 82 2 AR
IR T I EEVTIEH -

F—E RER/ ARBRAHER
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=4 Eﬁ )
B mEER(—)

EERBIRER R LB - BEERE R MR EIERET FER -
AIRERH BB - BRI E ML S i L E A R BB R
b g EATER B RIEERE - (B RE RS ERIPET Y - BEFER
iZiEHt - AR BHAHRBRTGR -

S
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Phenylketonuria; PKU-Tetrahydrobiopterin; BH4 Deficiency

08 AERRE—UEELRISTREE

— REE

FAIEI (Phenylalanine; Phe) £y AR ATRIAEERE - SEEfE— R W) (&
FUE T & MR B R HE R 5% o ZRFIPRAE (Phenylketonuria; PKU) .35 BRI A A fi%
e (R RS LR (Brosine) FRETFE IS S A= RIRE - EECRA LI {EHE N K S HERE -
EMEEFHENRHED -

BT 0 42 e — AR B I i AW B A+ 73 Bl R R A i B 7 LB
(Phenylalanine hydroxylase; PAH) » K H. 4 fifg VU & 5 I 1% (Tetrahydrobiopterin;
BH4) » Fft R ez - Ead R PRE AL -

PAH 5y 22 BUR N IZ IR FAL DB EHIE R » I —BERIREmk Z - RE 2
PAH AU 5 JRE 8 B B s 20 B BRI R R - BRSEHY PKU R 98 ~ 99% Fy
IR - B PKU B3 HAR] 70 ~ 80% BB E Ryt AlL -

[ BH4 ¥l ik = HE 2 BH4 &Y 5 JREMAEREAYZEY AL - siIR Ay (&A1) 78
FiPRAE © FEIEFHIIEIC T - BH4 Z2H Guanosine triphosphate(GTP) #ith—3H H Y
[ Jf& » 41, & GTP-Cyclohydrolase I 6-pyruvoyl-tetrahydropterin synthase (PTS) %
B R HTE R & RREY » 22BN L IR AR ALK i [ & £ 14 73 #% Y Dihydropteridine
Reductase(DHPR) j& 5 % BH4 2 i — {6 #8 6 175 5% /& F - BH4 A~ {H 2 BLOR 5 i
B ¥R A B B B 1%+ th 2 B i % ¥ (L Bk Dopa #1 & f% B (Tryptophan) #€ 1L pi

5-OH Tryptophan 11 [ € o H. 1 Dopa #{1 5-OHTryptophan 5 5 i jifl £ (# 25 9) &

W

B—E RER/ ARBRAHES
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Dopamine #{1 Serotonin FJ5eB&Y)E - KA ERZ BH4 #Hfily - A =IENEE &2
BH - BeleMES IR SRR IEE ZGER - Rl T E S E AR Z - 1
HHERET RS ERHIIER © OB - BISMG 1~ 3% Ry b AL - MAEFRBIATS5E 20%
~30% it -

o BER:

AR R Y 5 AR SR AR A R R 2 A N AR R 5 AR R R AR Ry 174,000 ~
1/5,000 »+ HZA A#I Ry 1/100,000 » 11— fif F A J HY 3% 2 = HIT %9 Ry 1/10,000 ~
1/20,000

DA BB E R BN 45 - 1984 2 2014 E I 6,914,619 LA - D
IE A B8 1 1 ST W A PR O 28 A R0 5 1/28,691 » HHT 20% ~ 30% Ry BH4 Bl
PKU -

= B
RS R ORI - R AR RS — 2R - (HIREERR
TERAVERE - H NI MERR A 25% HUREREBILE -

I~ BRPRAEAR -

PIEER B R LR - KU7E 3 2 4 (B EAEIRA Z @8 HIR - HEIRE
5 SRR - RRMEREE (005 1/3) - R A R EE IR R - Y
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AHIPRAE — MR EIRISTRZAE
Phenylketonuria; PKU-Tetrahydrobiopterin; BH4 Deficiency

FIREHIER ¢ RESZHIBREENR » BE 20 ~ 40%) ~ A RFHERE - HEEY] -
R BNTHBRRE < HEFRA Filaiaf - SRS Cod s R
EET

BH4 #fifigik = BUEE - B 7 Ll ZAEARSN - H & Al BH4 BYER Z 1M & Of T i
S EEY)E Dopamine 1 Serotonin HYERZ - 112 A= B B HYETT FPAERRSER 5
a0 AR DR - SERIEHIRIHSE - BENERE T ER - HRRFER -

T~ 2Ok -

VARG L MRE R IR - AUTEHIAE 3~ 4 [E A% - DR SR R R
RBHEEEYRAEEHBER - BEECERATHEEE - TR TERR
ARG IERERRS B BB E HEHRT - B R Em b e RS R iRy 70k -

HTAE SE AR R HUE VR AR L e B R R PR IGER (Phe) &R - EIREENIER
[EEE—PEE - HEFE LA ZES - BEETHE KRR - fETHE
SEERER R DUROHI S RACEH RS - BEREERCCENT 2HNERE
(B 48 /NIFDA 1) » DUBESR BB PR RY A 4 -

W5 1 8 22 W] BE (R s HF DhRE R R - 10 3 B BT IR 1R A 25 TS 1 R IR
o SR B Ry S R AR N IR B A B SR 2 S R N I R I E
(Hyperphenylalaninemia) » [K[[H 25 55— TRl 2k

TR IR T /N BB AR R R 2 5 - BB AR 3 1 Ry 3 A L
B PRE AR BRI SL R 1 2 TRhC & 1T EAARR 7 AT DARERSR2 B

F—E RER/ ARBRAHER
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& 43 PAH fif = 8¢ BH4 fik = 8 F 19 75 % B 5 - BH4 [k & 1 54 B8 (BH4
loading test) » PR % #¢ 1% (Urine pterin) 73 A7 » i 3 &8 & il 7€ {35 ¥) & (CSF
neurotransmitter) 437 » £LIMEK DHPR (&M E & HF9HT -

BH4 A 1 AR & (7 s B 2 78 L1k BH4 % - BRI AN R B R 2 5
FE A0SR IR 30% » HIIFR {22 ¥ BH4 HIAR A S (responsive) » {HEIA
et TR g 2 /Nl — 2K BRI ZH AR 75 A Tl Ry £ -

N RE

A BHA SR ZAFEM S - RFIFANILR Z ECRIGHE ik - IR E R
TE PG H eh i RO AR - BEAR A BH4 R % Al i M P AR R IE R IR - (3
DAl BH4 7 B A~ 5 3 3t oK i [ B - 88 3ok 52 0 o0 (R K i S LB 1 > 3
Dopamine J Serotonin HYfkZ » i& sl B J7 ELAE i 5 AP - (At BHA BUASER
PRIEREE - Tl AT (R B O e BRI IGHE - 20 + 2B (L-Dopa) » HTP(5-OH

tryptophan) 5% -

ZEYARRE -

1.BH4(10 mg BH4 ¢ 2HCI ~ 50 mg ascorbic acid * 25 mg N-acetyl-L-cysteine)
SEVERET 30 7 HEZENEIR A - N T BEAYJ B R SRR R LA /KT

A 30 N AR IS - iR BH4 SRR BUR - ARFIR BBV OhiE - &

BH4 & 2 ORI B SR E ] - S SR F I % BHIRRE (-20°C ) » RBAESHY BH4
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AHPRIAE — SR IRISTRZAE
Phenylketonuria; PKU-Tetrahydrobiopterin; BH4 Deficiency

A -20°C FRMREFEED L > BEH BHA ERE T > BEEE R
BARAE 99% DL ERTEME: - (BE BH4 BACpG = Els AN Al A - it - H
Bi6 53374 Kuvan(100 mg Sapropterin Dihydrochloride) EL4& 2 B FDA %7 |-
i+ AT A IR PAH 25 - EREECER ] - A R R R M Y
FHNERHE -

2. 5-OH tryptophan(5-OHTP * 100 mg/Oxitriptan)

Btk OIRCVNR EIRI8 1 EINE - SR Al 10 mg/kg/day » DA%
EFFAIReg A —RMBEATRE - FE-NE AL M eSS FRIE R EL -
A LAEdRE AR R IR EEEH - I R T ia B AT - R B E R AT A
FAE R AR -
3.Sinemet(100 mg Levodopa * 25 mg Carbidopa/tab) 8 Madopar(200 mg

Levodopa * 50 mg benserazide/tab) *

Rk - DVNRIE SIS EINE - NEEVI(ERIRIIRFREITR - B AR 23R R
A RSN A BRI B SE - AR AR - 355 B L
ZB5 > AR RE R FI S B e NSE R PUE R - A0FYE NH ST ~ sULA R HE
IREE A R AT RE R B BN » A5 DL FE IR IR 22 B (3 R B = v B A A -

£ TRE

RFRIGRSCR AT - ARBEIINSURER S - BEE 1 EHARE - PR
Ky 95 > 1~ 2 il A KA G Z B PIIRE R 85 5 MR Z G BRa RS

F—E RER/ ARBRAHER
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I

HSPISERG By 53 ~ 45 - PAH i Z BURG B E 1A HTAE R AR IA RLAF AU BR e #e ] -
RIS RS EE AR - HERREE LE2 N2 - BHA Gz 2Ry B
TR A S B AR B2 7 HR AR A ERE S B B AR

RIBE KRBT AR - FHTE R AR R A E S - FAMGER A G R A i
TRy 46 K (17 ~ 127 K) » BERF] 6 Bk - BERFIIEE R 98 55307
B Ry 92 0 BRI Ry 104(Chien, et al,, 2004b) - {275 & IR E -
ORI RBRE R T2 1% - BEKIRHE R AT TR S [ S AR e
21 K (12 ~ 30 X )(Huang, et al., 2006) » 11 H. AT DUE I HA B ES R By B 5 i hn A
% o

P A H ST G M R R o R R BB HEBUIR FOG R AIR - SRR
5 1 3 T A PR 7 BB R Y 1/3 Ry BHA AU - 53 U (I ZEHESR (F FHRF TR B B I 2
6  BE DR E - B BRAIERE L - FFeRRILEDR - 7]
TP PSS A e 1R 7 20 B T 3t B 0 B e A () B R Z Y 100 (Chen, et
al, 2002) - 3 E FEEYRIGE T o BN HEMIE BH4 BURYETE - HEWRRE E R
B B BRI R PROE S B8, A B AR BRI B b7 R B PRI EE - ] REmT ARG HR
LY M AN IERR - DIMGETE R (Chien, et al, 2004a)

2EEH

+ Phenylalanine hydroxylase deficiency: intelligence of patients after early dietary

treatment. Chien YH, Chiang SC, Huang A, Lin JM, ChiuYN, Chou SB, Wang TR,
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AHIPRAE — MR EIRISTRZAE
Phenylketonuria; PKU-Tetrahydrobiopterin; BH4 Deficiency

Hwu WL. Acta Paediatr Taiwan. 2004 Nov-Dec;45(6):320-3.

+ Tandem mass neonatal screening in Taiwan--report from one center. Huang HF,

Chu KL, ChienYH, Wei ML, Wu ST, Wang SE, Hwu WL. ] Formos Med Assoc.
2006 Nov;105(11):882-6.

+ Cranial MR spectroscopy of tetrahydrobiopterin deficiency. Chien YH, Peng SF,
Wang TR, Hwu WL. AJNR Am ] Neuroradiol. 2002 Jun-Jul;23(6):1055-8.

« Diffusion tensor images in children with early-treated, chronic, malignant
phenylketonuric: correlation with intelligence assessment. Peng SS, Tseng WY,

ChienYH, Hwu WL, Liu HM. AJNR Am ] Neuroradiol. 2004 Oct;25(9):1569-74

F—E RER/ ARBRAHER
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Hyperlysinemia

BREEBNE
Y

— RE2

Fy— e RACH R HIRE - T 52 A B R A I T SR (R iy 28 —
{ I 32 alpha-aminoadipic semialdehyde synthase(AASS) il = FiT &35 - 23R B
F Lysine-ketoglutarate reductase (LKR) Jz Saccharopine dehydrogenase (SDH) f{
EH > BEEEARE — KB _HRETE - ERZHEFERR - LR
BYTETE T - TS EE B R B R IE (Hyperlysinemia) B fR r i 22 Bk B #8111
(hyperlysinuria) e
KIBRZ B REEARE - A2 BRE -
E 18 1 50FF lysine-ketoglutarate reductase B Saccharopine dehydrogenase activities
ABESRTE PR -
28 Il BY : Saccharopine dehydrogenase Y [ 32 V5 14 1 [ » {H Lysine-ketoglutarate
reductase {/5H &R TEE <

HETE R B R 8 75 G (0 #8313/ (L B _E Y @ -Aminoadipic semialdehyde

synthase gene(AASS)EE ARG R °
ZRER:

BB ) TR 5 22 G - B 75 M A 58 2 368 1/10,000
DI -
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SRt B ME
Hyperlysinemia

= s
R R ORISR R - R AR RS 2R - EIRERR
TERESH AR - (HE T —RE—IB D TERIRE 25% HUBREDILE -

M ~ B -

A RIE BRI T BRI - 3 FL A (AR -
HAEEREIR - BRI R O EE) LY EERE (Psychomotor retardation) B
(Epilepsy) ~ B (Spasticity) + SEBIS 3 (Ataxia) B HHHR/\ (Short stature) »
W B R A IR (oint laxity) ~ BRTF &K E8 (Spherophakia) /K i

iR {iZ (Lens dislocation) SR 1# -

g
fEERERE - 95 T RB R R R TS > Al 15000 mmol/

mol creatinine ( — f% 1F # B B <70 mmol/mol creatinine) - i — 3 B id B [ 4>
i » A EE IR EEREZA B (Saccharopine) » EfF &AM (Homoarginine) ~ & F: L &
(2-Aminoadipic acid) + K /N@EFLEREE (Pipecolic acid) FFAJHER

TEHME AR L B M HYBE R R (E 7T RE5E 1700 ¢ mol/l (IEFH
1B < 200 £ mol/l) » [E§EBER A ATHEENE 270 L mol/l (IEH{H < 28 ymol/l) « A

F—E RER/ ARBRAHER
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=93 Eﬁ :
o R (—) ;

R g R AR U Fr e - ST EE SR TG TR -

R R A SRR ME Hyperlysinemia) FF » [F] B 1 ] 87 %2 21 11 7% A
WICE B HAR SR - E PR T S BR B8 N (Hyperlysinuria) {H 167 45 /= B 2 BR [
(Hyperlysinemia) ¢ > ] & I /% B /)NVE R B P 250 > 30 o i Ry — B O e B e
(Dibasic amino acids) E#HIHRZ » A AT B LIE S — R B

Rl

ANR=1;- 3
— R > BRI FI SRR EE AR - REE R A AR SR 3%
B BRI T AGE R RN AR -

t 1A%

RIS BUE & 2 A RAVIEIR TR - I THECE A E RIF - — AR
Replesiam -
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Histidinemia

@REnE
10

—  REE

AHRZBR MUAE Y 1961 FEFH Ghadimi #82% - RSt KA B R 2 —FE - 761
FLENIR - AR IR T BRI A B B R I L TR LA A6 A T e R
EY)Fraierh - nIE R IAIRRS (Histidase) A2 151 - (EAHNZER (U2 I PHBEE -
R R R PRIR FR ik (Urocanic acid) » SEEUIM T IERE_ETT -

NIEHRH A BR % 2 B 5 [A] (Histidine ammonia-lyase; HAL) i fAS5 - 540
B R (12q23.1) » HAL f B3 EEA (Single-copy gene) » £ A 23 Kb » {1 22
e xon 18K o HETZS R A B AR (L E T ER(F H (Transcription) I - 2 I %R 52
1 (Tissue-specific) FFRTZE » H1H A I g B 5 ji 7 14 8k EX] 7 (Epidermis-specific
transcription factor) H#E & (2 B » Bl T AH AL IR i SCE I Ik il R i =R 1.

e IR RE IR ) 3 TR U R R AR R S AR E » IR HERI T REFH A
HAL B[R4 $5FRZ2% (Missence mutation) [EEUEHHIEE £ -

— o BExR:

78 5 B 57 35 £ R 1/8,600( etk 5a ) 2 1/180,000( #14Y ) 5 BRINEIZ LA H A
PR LR RIS » By 1/9,600 « HAhIhIE 243 NE - HATHECYIRBRBEIA SR
PR - B G EE N2 4R R E R 1/10,000 PAF -

F—E RER/ ARBRAHER
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S0k

8

ER&E®(—)

= EEER
RS R ORI - TR AR R — 2R - ([HIRAERR
TEARBRE R - (BH N —RE—R N TERIRA 25% BIBESRRERIELIE -

M - BRERIEAR

TEAEACBUE ST » H A HE IR R (R BRI » B BUMIR ~ PRI S R
MR REERIRE B o PRAPAEBEER B IR RS I 5 (VR R R R I KRR PR
IR IR EE NRE < IR HH AR R OB FE P REFH 1 2 290 ~ 1420 ¢ M(TEH#{H 70 ~
120 £ M) «

RS HE S ERE S - TR EHMEER - DBEERTREAY
JIERERBEEE S A HIRIRRE - {5 B FTRE Ry Sl S A FRheE T RE B I R
YR HEE  ARBRIE B ATRE S O A ISR B G B AR - AR
fESEEN S (Cerebellar ataxia) ~ fS/KIE ~ [BFEAZ ~ B/ « BHEGERE - JEH
(Seizure disorder) » [k + F 3 (Precocious puberty) ~ SERFEAN R MEEI
(Congenital hypoplastic anemia)  [fil/ MR A #£5H4E (Thrombocytopenic purpura)
ZEJRIERE (Multiple congenital anomalies) % KA 8250y - Aflfi%

[MAERTRE AL ED 2 TR - & By RIEIRPRATEE R - So—fl /D R AR B

=3

s

A (Disadaptive variant) °
A BT A b AR B LR IR R RER Ry MR B - IR S S0 A SR Y
FHIZBRIRRE EF - HATRE RyE B 4 R AN & A N RAVERIELE
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#E A& (M1

Histidinemia

ERBER TR KIRER /PRI - "JRe B RATTE ; HARERRIRIR
! PRTIBRA R E(ER > ] DAE R SRS s S il s P FIRORRER & - BFoEfad -
KIRER | PRFIBRARZ F] eSS S B 98 20 B A -

- 22K -
TR R R R R 2 A RE TR R T DLE(L885NES (Ferric chloride test) &
FRAAEH YIRS R % (Imidazolepyruvic acid) ©

N RE

(—) EXRJTHE « AR EHIZERECR - DRI PR I RRRE - EElRA
PRAVZIA R F5m > 99% HIEEA BEHAER - AFRERIAEHE -

(Z) BB RIGK - Rl BN - DUREERL LIRS 1N i
FEEREEERT (In vitro) #3H n] DVAHI KR AYHLIZER - (ERF e RERR -

+

5 o
R

RELIZ R IMEE 8B B 22 B A - H AT PR BRIUEAR AR - mEE IR
RE R ST 2R R EF A DEPESS IR -

F—E RER/ ARBRAHER
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Methylmalonic Acidemia (MMA)

BER_EME
) f

— RE2

B AR R 2R Y FR IR B A S (7% 52 (Methylmalonyl-CoA mutase)
A R E - SERAE RE RS 6 Bt L R/ N2
ARyt A2 38 B12 R B TSRk 5 B12 U B gl Al LS B12 165 - &
Ry FERGRE - RISTHEAR 3R B12 1R I SE » e R B2 SR e e il -

T BAER:
H BT AE B R BB A 2528 R - B4R KB 1/50,000 °

= s
REEROERIEEERR - R RS A ER - ERAERR
TERAVEIAE - (BEH N —RE—IG T MERA 25% HIBERERILE

g ~ BRPRAEAR -

HERFIVACI BRINE (Propionic Acidemia) Z B8 - A B # A MBRIEZ
REMERRIILE ~ BIFRIVE ~ SIME - tPIEERETS » Bk - BELT - JIREES
MEE T - AT BT R A CEm i E AR - e aSEERES -
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BBERTEIME
Methylmalonic Acidemia (MMA)

R URAEZE SR BT B12 WY SE 3 RS ] 73 Ry £ 58 B12 MERHEIR 52 ke 5 S e Al
WA - HERAERAT T 3% « BEAIDVERAR ~ RET - BRERES - BERR
R o

5| P
TN ———

WEE B2 ERE | O

B OERRTE

(ER=ECMnE ) ¥ RAEERIVE - EI0086 -
[MZ ~ S HFH BRI MR EFH SR -

WARBI2HRE | Eh IR EEIREES - Gl DU E N0 M R

ZRHERE REERARI
B BOM

H BTRUE RTHYHT 2R Sl Bt iy - DLARIGRE R e Ay - Ao TH Biiben L0 5 B
C3 carnitine 25 H % » DAEHERN_RESHRE - M0 ERE T {HHI0E
FREYRHEN RRIRE - DUIERE 72 SR REN RRIER -

TEERTZE b P EREZE R K MM - DU R ER B & & -
EXRHRTHZRERECEA - N A F RS IR AT E TR E

F—E RER/ ARBRAHER
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£ =
o0 EE®RRE(—)

N AR
— ) SEHIRYEE ¢
EEERNBERRZENE « 8 - BLaIRER - TTRERE A S HE
PRIER - MR ~ TEEN 7% » RESRESMER - LR FmE - o]
Feka T IRERSH KA A REEK - DUBTE EERIUE SR INRE - FFR e/ ivae R » 0
DEBERI - DLTEY S E R 2 A - R A] A R I S 41 Carbaglu
(Carglumic acid) % DARHEME, - AIREIEE @ ATREFR R B LRGN #
ZHIE IR RS LA, -
PRIEHIRIE 9 2 SR DTN ® 0.5 gm/kg B JR A FRFEEEMITRS
HIRER - TRDZWIRER - TR A BN - EHE ZENEF S INE A %2
LI
(Z) RERVETAE
1. fLIES i B R S A EE B R
2. EHERH—ME (1 ~ 1.5 glkg/day) - {EA & B FAR DL A A2 52 -
FHAA PR N Z BR B i — (B (3 P B 2 N EE (Propionic acid ) 7] H =7 i i B
Methionine, Threonine, Valine, Isoleucine {8 2 + F7 DL B 5 P — e B i B 7
R PRIEYS ] DAAS & DA 28 RR I B R R IR BC T iy R R B - SO lia T
L-carnitine (50 ~ 100 mg/kg/24hr) F 43 B12 -

3. R BT R AR IR - TR DB AR(E © PR © PRENI A F A
“HRAEREFER -
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BBERTEIME
Methylmalonic Acidemia (MMA)

4. EZATREAR RS - TGRSR I E R ERINE - (H2
Ry B P HC AR - T HR ST T Bk R 2B 2 R BN R E 4 - BRIt
IRESERHHIBHAL— M E AN » — R E A ERAEIRHHIF 1.5 ~ 2 glkg/

day

t R

MBI E - A EAES 0 B AR 22 AR B © BAIEERERZ (mut)
AYTHIRBE - SRR R AT 58 M R 2 PTREAE 13 (8 H R84 - RE AL
FL -

BOAE E S P N - BIpEREFE M S - e ER A E e =
Bt 5 Ao AR S E -

F—E RER/ ARBRAHER
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238 M
1 2 Isovaleric Acidemia (IVA)

—  REER -

FH S Rz i e o S KR A X & (Isovaleryl-CoA dehydrogenase) R Z Fff i i
e SR mh = B 1 Z R R R AEZR 15 BB (15q15.1) FeafE EHY Isovaleryl-CoA
dehydrogenase gene (IVD) ZE#FT 2 - HLEEZRAI(E 2B H HIEER (Leucine) (3
HUEE =20 B - i S IRER T A(lsovaleryl-CoA) (LR 3- FELED & R B il A(3-
methylcrotonyl-CoA) o [t — ¥ 3R Bk 2 HFE 2 IR SR 61T IR AR - g Ak
SR A HERE > ST AR B IER (Isovaleric acid) BRELARAYACEY) - 41 3—#E
HLT%HE (3-Hydroxyvaleric acid) § N— B [EEH 1l (N-isovalerylglycine) -

SRR A] B4 (Carnitine) 75 5 728 2E 52 R Al (Tsovaleryl-carnitine) -
) (C5-acylcarnitine) A FH A i B 3 (I ET - HF LR (Glycine) 1A i & 5 6
B HO 5T IR B A3 ol S B 1Y N— SR IR H AL R (N-isovalerylglycine) Kz 52 i Hfk A i
(Isovaleryl-carnitine) i RIE-HHEH °

o BER:

EBEBENEN VARBERZDHF 7 A - KESRRREEBHERE - 5 RE
90 4F- 8 F BHI%AE it =R i Rl 9 2B LB AR DA - DA KT 4= S b Lo s 1
ELF 2 (ATl EE - a2 A — A 2 (8 F R R HEE 22 B s L E 8
F o HETWEC AR PRI A 55 R - 238 4 =REy 1/10,000 LAF -
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FNBL ME
Isovaleric Acidemia (IVA)

= EBER
R ORISR ERE - R IREE RS — EZR AR G ARER
Wi AlE - BE T —RE A IERIRE 25% FIRRERILE -

I~ BRPRIEAR

RERERPRAEARRYBRERE R D8R

(—) #d (34)  BAEREFHE - RERER > GRREE T EERE - (2
e 2EEE - B i Rk - TERE - JEEIEE - IR R
HEEH MRS - 50% BEEHERERA 2R - Wik K8 -
HEER - BEGWRARKG 2R EMY (Sweat foot) HYIRH

(=) FesnBl (1844 ) - SRR - FUEHAER 1 B4 - HERBRIEHE
NHHE S ;E—HEEN -EGRRNER - HEEEFONME  AR#EFAH
B BRes R  hiEiRge -

T - B2k -
H T E R BRI B B ROl 8 A 8 A S b+ AT 7 28 S It v
FEIKERAR (C5-Isovaleryl carnitine) H & & » & HE{EF & - AIFFE— P

IrE bR R -

oyt
Tyl
W

F—E RER/ ARBRAHER
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=93 Eﬁ )
o R (—) ;

TEMER 2 b bR T/ NGB ERI B ARER REHAG 50 - AL Al B2 AHR R E
Rl 5 BLRE ¢ OB MVERRRS(E ~ MEME ~ MR ERIRE R IE R =
DU PRIEH A ERA A IR & &5 AT » AR AT 22 R e o 52 TR ey A
4G fe3 (Isovaleryl-CoA Dehydrogenase) 11 DA
I\ RE
EIRNERSCEZ RN §RENESARHELTFER S - HEl s
C BEREC RGNS - KRR - 16 TI0GE - eI DAGE T -
TSR ERERE L EERBIER/K A ER 5 - BRE R
Aike FEE 2 B - DU BB SRR - 35 Bl s s A1 b
Bl AR DU » RIFEH AT IMOE T
ERINEE L TERREEHENEISE - BS TS F B AIRREYL  S54ha]
T H B B A e Y - R B HA 1 ~ 3 (R I A TR A e R PR R TR
B BIGEBH GRS E - BIEREFTHEERERRE -

-

t AR
UAE RT R R DR L P PR AR A s RATF AT — 1
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7 B M
1 3 Propionic Acidemia(PA)

— A2

Ry — U ME R+ TR R PO Bl BE Wl B A & L B 32 (Propionyl-coenzyme
Acarboxylase) k[ - Ibh P 32 19 {F F R O e B 8 (R 3 S JE P R ST R )« TR
(Propionic acid) (LR E PN % (Methylmalonic acid) - —H IEEERALIER -
i S S BN R K HERE T e A

BT REHH BRI MEN: ~ BT~ ok ~ WLRARTIEN ~ il KRR B AR 5 —

BLEE R TS L 7 RE T Y R (I BRI e RS B A /0BG R IR (Caudate nuclens) ~ B H
Ek (Globus pallidus) 75 1 ZEAI{tEE -

- 42 S 28N
TESE B Ry 1/35,000 ~ 1/75,000 » HE FZEAEFRAFEE & - HETHEDSY]
FBRBIASZERER - BEFEAERER 1/10,000 LU ©

= EBER:

R E SRR M R - B 2 EERBERTREG BUR » RS 13 Bk
e F 13932.3 (Y PCCA BL[AIZ€#4 | 505 3 B fE | 3q22.3 i B Y PCCB X
Dl A 288 - SHH SR AR R & T — (E S R B - B RIEARA T A % -
HET—RE—MTIENE 25% FIBERRERIE -

B—E RER/ ARBRAHES
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£ =
o0 EE®RRE(—)

o~ BREARAEAR

P BRIMUGE A2 42 T DGR A 53 A s 3 AU S 28 S B 3L » R R
FAEHAE R EEHAEAMEIR - HRRREIE -~ & 8 - JIARIE
T Rk WERE SR ROISE R EAR - B EIR AT REE A M S A SR A
TH B HERER RS » (ERREER R B - MRS EH IR R ARARER
e HeEeEg U AHERDE - R - MFEEE - SIEKEIEREAE
(Pancytopenia) F &L - 35 & O IEH R AL SR SRS AR DA 28T 2 7R E) -
Besh - F R I IR RS o DB E R AT R R R AU MO AR S 78
FILRESEIRIEMR » A DA B DA

AIRERZ MR 9L - U H R AR R A 4 R e e Z S A R 3y
RIFRVHSER - DER B BE WA B FEREIATIER - 1052 Rl U, O 5
U ZIE PR

BNEEAERI—FREEN - TR S LSRR BE R - Bt

FEIF] -
FENRR FEAR
R LIRS MR A 1E (Apneas) ~ I (Hypoglycemia) ~ BREL(E L
7= (Poor feeding) ~ M&M: (Vomiting)
THAEER FRISRE Sl | WEHE (Lethargy) —&3K (Coma) —JETC (Death)

L EIHRINLARTIE T (Infantile hypotonia) ~ #7452
SUTERT (%9 30% &% ) (Neonatal seizures) ~ EREETE
(Mental retardation)

%2 FRIRE TR PRBR BRI R T IR R

I VSRS (Purpura)

HithaRE TR BT IS RS E BRA
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AL MAE
Propionic Acidemia(PA)

R

TEREIR (RIS & H R E A e 2 - AR SHREE PR (Anion gap)
(RFL 20 27 EE / J) » FERT15 (Ketosis ) » {KIILFE (Hypoglycemia ) » FREER
& (Neutropenia ) » [fll/M{E T (Thrombocytopenia ) » K HEE 22 B Y 3 L (
Hyperammonemia ) = [l F1HY H %8k ( Glycine ) SR » fESIEIALIRIRE
HRE LA -

MM H RS E R E N - RN BRIHERGE M &k H IR
Rz EimrtE - HRIMASEEEREI B E R IEL - Al ERIGHE R
BEEIFES | AR EAAE S HIH S 56E MBEE - FrDAMRAR 1 2 3 2 E0 i
A RIS -

11 A PR e e PR B AR A iR (Meethylcitric acid) #R & 715 - (HRNBRE S HIE
PR B ER N o T PR R PN LS A(Propionyl CoA) ki FEEHA
(Pxaloacetic acid) &M+ AHIE & NOR iR E MR EZ 2B LA -

AnEiATI - BE AR N AR 2 - DR R OWVEE SR - MR
BEEIFR T — M E RAEEmAN - thEEEE R G e R A ER AT AT EE - Mg
MMM E - HES0ER - B EER EEHEREEH R
IR PR R R RS S 0+ 5E B R TR TRE Y AT RE MR B RRIG N - VRS B R 47
Mr - HHIFFER AR - SUDLERBVEIHEE 2 - e 2B R IKIEH S &
AR TE A REL PN B B W A AR ALIESRAYIE 1 -

F—E RER/ ARBRAHER
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=) = ~
B ERRE (—) ;

AN 1;- 3

S EEEIEECEMRE - e T e SaEE LR R RF IS - WPASZ
FrEFRE - ANcEK « BB AP R REIERR 3R 5 - IR GERL - Al
ERTHIRDTAEFH M Neomycin) » BIRIMEE L - 7T LA RE6E AR
#41) Carbuglu(Carglumic caid) FFLAREARMIZ © 7 M & A RS - T2
[ EAT G I R N RREEIMN ZATE - 55990 B eSS A (Carnitine) i
Z > WIARFCEREAR (L-carnitine) °

RENGHE L - IERE ARG ES TR - THEELS PR EER -
BebR DB — R 2SN SialRa TRREC T8 MMA/PA Anamix DAFE fit /& %0 4=
RFTTFRAVELE R EEMIE - IS REMEER (osleucine) - #EIZFR (Valine) -
FRfI%RE (Methionine) K #&fi% % (Threonine) » K338 Lol B me fF (RH @2 iy
AWNRR - AR ERFRENE - AREE LRI E R0 B -

+ - TEE:
ERBELAFAIGRIEC . FUBERECETEE AR - B EHE
TR R ELF AR T30 ~ SEIEAE - HEME YN OIEIRS -
BB - mIMAEN MR A REREE - W5 B RS
(Orthotopic liver transplantation, OST) » DARE{EEZFAR - 12T EEHEIELE

EERAL LR (Dilated cardiomyopathy) FJ1& T ©
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Glutaric Aciduria Type 1 (GAI)

RZEEME S£—H
14 5

—  REE

TR R R BN - EERRERESE 19 B E RO
(19p13.13) LAY % — F il A £ & EEZE (Glutaryl-CoA Dehydrogenase, GCDH) %
K Ze % AT B B o I B 3R B o) R BE A R (Lysine) B2 (% R (Tryptophan) DLK FE i
%% (Hydroxylysine) (R E S HHIIEZ AR - & GCDH [ R ER Eg
TR PR EYIIX =& (Glutaric acid) 7£ \ B S HERS - HERE I 7 Bl fE Ak o
EHEMAA IR » & Rl MR A A B B 1 AR AR 38 B IR
0 HEH R AR S B IR RE AR FOBE ¢ SIS 3 R R
(3-Hydroxyglutaric) F [%}#% % (Glutaconic acid) JRFHE 1 -

Tk — B U A S 2 2 (Glutaryl-CoA Dehydrogenase, GCDH) 7 5t i i1 —
Te 5 R B 34 (Flavoenzyme) » JB A RELFHAFA 2 @B% R (Acyl-CoA dehydrogenases,
ACDs) 252 — o JH 38 Ak R R A I AZ N RO S i ARSI Bk 22 2 A e
HEERIEED > FEXENREAREERPRERYS FREEEH
(Homotetramer) » fg—E#EH — 73 FIF L E R & AT = R IR ES /R EH R
(FAD) - NJEAIGCDHE KA FA YL a8 19p13.13HIALE | » S BUAFI7kbr#iE -
FERTFE1ERBFY(Exon) » KB FIICHRHE R - vl DR 5 T 2By
R -

F—E RER/ ARBRAHER
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£ =
o0 EE®RRE(—)

i . 32 25

E A2 5 5RO 300 (B FIWaRE - 55 ZERER—FK - fEEnER
HATER A 1/40,000 HYFE AR - B AIIH 1/30,000 FYF8 4R - HATHEDY
FeFRBI A 57 R » 18558 4 3Ry 1/10,000 LAF -

= EBER
Rig L OREIBEERA - R RS —EZRENER - R GEAR
TEIRETE A - BRI IEBIRE 25% HURREBILE -

I~ BRPRAEAR -
R R TR > R DIERRRREES SR > GEEPEYE
K BENBETRAIETS -
fEHER - BB RIH — LA WBE 2R - B B3 RN
TRFENIRIESE - B EERFFE 4 ~ 8 (EH - WS Al B sk ek A Rl & e IR R
b - FEE (el - PIRE R RIPE - SIE - MR EERERTE R AH R
BF 0 AR BB FRE 5 2 R Y -
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N_BRMAF S8
Glutaric Aciduria Type |

R & HARYAEAR
R HARE RIFEA
ARSI R
B[R (Dyskinesia)
85 £3 1 44 B B R EFR T R ZERE (Choreoathetosis)

HLA{ESR (Dystonia) EI{ERE / FifE / 475 SR
(Opisthotonis » DU A 7l - HHE 2 55K) -
AT REH A B B SR e e (F

BRI RN / BSR 1 B K (Reye) fiE R
A] B A7 B B IR S AR e S 4 e
B RS MR AJREZENRI AR N S / BT 24 ]/ NEF

Sl AR
R ZE (rritability) / S5 &A%/ HEHE / 3R JI{K
IR BRI
GEGLE B / o~ R R | SR
. HFFIER
PRBE Z i AT A HERE R A LI

T 2R

Z BN EENARAVER] - BIfE 3T E GAI ke (F 5] » T2 2kl
AR TR 2 ~ 5 RAHT A SIS AR I o I i (Glutarylcarnitine 3 C5DC) By &
& o A5 C5DC>0.23 1 M AR5 1E - HIELEA L BEIER G - I E
ST GCIMS SHI B R e R AR #4W8 (3-Hydroxyglutaric acid » Glutaric acid ~
Ethylmalonic acid » 2-Methylbutyric acid + Isovaleric acid) 2 & * MS/MS 43 #7 Ifll &

FHRBE A (C5DC; C4~ C5 C6~ C8~ C10 ~ Cl6 ~ C18:1) & & » mkiHllEH

F—E RER/ ARBRAHER
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o/t

= 58
ZR&HR (—)

[T 3R B3 R 1o e o Bt o T — il A S B2 (Glutaryl-CoA Dehydrogenase)
TG BE R R 23 i DAERS -2 T -

11 B ZE R Y B A R A RS BT » 02— SR B by AR T A B KA
HAMAEIR B RE < TR R R 2 B Bl B B iR oA » (1558 — 2L
i N RER R -

BHiE / REEEE SR MS/MS / GC/MS
REDEHBMIEE mEHEHBMIEE
KBRS (1 gm/day) KBt CHE UK ERIEE

3 FREL % (3-hydroxyglutaric B2 1% o
acid) &5 C5DC-carnitine $Z=

B SRR TSR B B A BRI - T2k — e
Rt ATRERERS -

H AT R TG - i DU 0 S M 8 (R B EAR PRI Ry - =AY (Enl BE
BT - A AR RE R R 2B H o DA S EERLER (Lysine) K (% R
(Tryptophan) HYRFERAC 5 2#7 B el REZ M ACEEAR -

HbeE Fie REENEFERE - RS TRI - BV ER
(Riboflavin ; 4= 3 B2) B (Al (Carnitine) 72 - g B iR aEH - 281
~ 3 {EAmEMTR AR - BERECHERSE - IRPKCREE T
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N_BRMAF S8
Glutaric Aciduria Type |

MRI g s » DI A RET - BEBRIGL - — R IER RIFRERERL -
(—) ERETZHI

T SRR BE IR A IR O R - A N e B Y B R A AR - i
TTERERS - B 2T EMR EAnIeE R A BRI - BERIRH S & &Rk
LRI - BB BIMAYIRGE - WRIBFE RBRI A R SRR TAE IS — M6 -
HETEA L BR MUE S — B AR R I# (Xlys low try analog / Glutares-1) -
(Z) #%EZ (riboflavin)/ FIH& (carnitine) fli7E

WIS (M43 B2) £9200 ~ 300 mg/day - &H AL B2
AIE GCDH Z B2 ER » (HIRYGEEE B - fiFE AN 50 ~ 100 mg/day » 7]
IR T — P B A Tt e I T — e (3 - R M B 22
(=) UBENERIE

SRR E BT - FHERTTK D « ERRE B - SR K B
MR ERIR S - FHillES S - AR R -

£t
BUAE A TR BT HLIL ARG T IERE AR - RITHGRE EEEREIR - 5 1F K
Biak » FF2EEThRER S MR - BWAIRE R — RS

R IRIE -

F—E RER/ ARBRAHER
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1 5 3 5& -3 PELTEIE (BRBAEHER)

3-Hydroxy-3-methyl-glutaric Acidemia

— REL

Fy— TR IR AR R 5N - BVEMERIVER —/ - R EEEAERZ
fift I Z R (Leucine) Hr AT E V) BB 3R 3— & K —3— B K R (3-Hydroxy-3-
methylglutaryl-CoA lyase, HMGCL) FTEEL » IR B Z B AR (1 AE 55— %
H (1p36.11) Jetiufg LAYEER HMGCL 28 AE i - RN BERAIELZ - fERR
EHEERY®% - GEEREE N AR BRSNS  MAE BTSSR
% o

- jc = 4
Bl AR R - IR DA ET 8 AR K o S 10 B i i AR E 26
{EZP] - HETHECSRIREBIA &3 RPN - BE#ERER 1/10,000 LT -

= B
Ry O RSR ME IR - TR AR R S — (S B R K BV A R AE AR

wWAE - (BH T —RE—MR T ERRA 25% FIBRREEUILIE -

o~ BRPRIEAR
BPR_ BRI RAERR - IREAERT A4 iR s I - R R AR g
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3- @& -3- PENTERME ( BREAHES)
3-Hydroxy-3-methyl-glutaric Acidemia

ARFEMEE R IR S - AR B (RS  ATEhRERE  AFIEA
mIlE ~ B MR REPERBRRE A IEEREINEESR - MERERETE
ti he R o B SR nlRE SRR E e NE: YR ST ~ 39T Tk
@ mmEl A RE S RS BERERFER

ik

B

TERERE R L+ BR T /N B R B AR AORR PRER (5.2 AN » 6 ] B2 52 MH BR A B B
S BEE b MREREE - MEE @ RHEREEERE SR
DUR PRE HRAH RGP & &% 537 - PRHR 3-Hydroxy-3-methylglutaric acid
3-Methylglutaric acid + 3-Hydroxyisovaleric acid 245 # #4 O BUE AT REF = - IAEE
MR R E SR R T i SRV PEAKERER2 T -

N RE

H Bl S G ERY TG rT DM H IR A€ AR (L-Carnitine) BYJ53 > DA
R EE AR A - ST ot ftha thaEhhIiee -

BEAh - R IE S E R AR G - AR E S BIERk -
BeFzRE R Z B R R DURGE & E 0 E 2R A - A N3~ FRUIRgE -~ 52
B M O BA] - B ROCEFAEWS RN - —RATE SEK

F—E RER/ ARBRAHER
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£ =
o0 EE®RRE(—)

SR A B AR -

A SRR R E R TR L ERE AR - EEEFFRITEAE - S5 E
RERENE Rk ~ FrAbi B2 WKL SPIR0 & - T LPARGR E
{1 1] B T 1 AR B ey R BE B ALK

IRAR R F2HT - i T 2EYRGR AR - B RRE N HE
s T E EUE R asE T -

il

t AR

ERUIGE L WESEFHERPRMENIRT - MR EEEEIEETD
HE —REERER  HETHERMAER - EEENEERERSHEEE R0
BUERERTIILNE -

AR SARER - IR O M R RR X - BN E (B SR R A A B
FEEET g EEAEEARAMIE - 35 B E LR EE DU S MR
B AR - BRI - AN HERE W E BN (Ketone body)
IR > BT Al Resd A (RIMEIR & - E SR K Ra TR f e e &b -
AIREEEULL -

S BRI ~ SEBIEESI o FERERHRE S A E R (BIATRERSE - RZAT
AIDIEHHEER - el DVEERLL) - ATRIEEMBER I 34 - FHRIEE R
HEFRRERERR - fFi AT A& R DARERF RS Z 1 E -
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Multiple Carboxylase Deficiency

1 6 SRMACBRSTE ( SHMENRERIRZIE )

— RE2
AWz (Biotin) Fs NEEFTTRAVKIETEMEAESR - SOREAMEAR H » #E43 B7 » ¥

fi§ R(Coenzyme R) %5 » [ARGHG & ~ BEEHT A HFER SR EEEAD - 10FE
FHAEY)ZE 2 (Biotinidase) FITEF » KFAEPI R IR (Biocytin) U)E S B3R » DUHE
Fr e A EHRE - MAEYRRERENTHE - FEBEMRITE - DRBEEY)
R REIRRR LR DIRER 2 -

NEEEAVUREA LR - AEEYRDERERAE - fB5E « WA
(L (Pyruvate carboxylase) ~ PI3LHfs A ¥ {LES (Propionyl-CoA carboxylase) + 3—
PR S REERES A R (LA (3-Methylcrotonyl-CoA carboxylase) 82 Z Fi#iifig A ¥2{L
i (Acetyl-CoA carboxylase) °

B LAY RN EE SR RUEY) T B EEENA T SR ETRERE
RESEHENTER G ~ PR RR G BLEE BT AR Y R+ S pmiRe ~ 2 ~ sy BilR

HE MR OMERES - MEEMRARENRERE - KBRS
AR TR Z M E °

T aBER:

IRIB RV R B R B Z e (T RIS B AR AR 72 (Wolf, 1991) Hhag s - HAELH
PR 8 A4 AT Ky 1/137,401 » —fRIGERFHR B RIERKT Sy 1/120 - 7EREZ# AR
#I ks 1/87,000 fEHFT A4 5 - HETHECYIRRBEIA S FERER - B5ENAY#
4= 3R/ NfA 1/10,000 PAF »

F—E RER/ ARBRAHER
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=4 Eﬁ
o0 EE®RRE(—)

= EmEs :
RS R ORI - TR AR Ry 27— 28 BB R RV B B AE AR
wAE - (HE N~ IERIRE 25% RUREREERILE -

I~ BRPRAEAR -
(—) ER2EMRBRRZE (BRETUREREER 10% LT )

FEMRGEH IR AR 1 25~ 10 5K - #BWASEIFETE 3 ~ 6 AR -
R 2R SRS EL R AR 5 B RAER R B ER L AR TR - SRS E
RS - ATRER AR (EHATRERTR I3 IF - FABAFRIEE R F 235 E
B F L S [ R - RS 7 T A Rl RE iR 254 5 B80T T T RE R B T R S
76% RIGHEMHIREE I8 K% - BIEEHEYRIGFRIEEC2ER - KEIE
WS S~ BEZE N IR T RE N 2 E BE 25 M S B MU R A - ARG ERY
REAL : HRSRGEE ~ MRBHG IR B - EINE AIRE R RSB R AL — -
VEEEERIE Y EA RN o TR IR ) B SR  AE FE i 22 g B
LT B - KOEA(E H BaRRER o IRIE S ER B e S - BRI
AR R E T DA WD 2 AL RO B RS R
(Z) B EMRBRRZAE (BREIERERZMER 10% ~ 30%)

FEERILE 6 8 H R - AlgEE—KIiGHE RIAR - HBNARIE « g5
w52 o Eia TAEVZRAHRERE - ERRTAIHER - 38 e IR EEERREE = (40
JR ) RFE 4 -

\\\
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SREERCBBRZE (SREEVMRERIRZIE )
Multiple Carboxylase Deficiency

F - 526k ¢
K& AL G BRI ER BB R R R P RE(F Ry TR IAER RS - (e — D HOERT 22l
H o PRI BERR AT REFEER 3 SR EL BN ER (3-Hydroxyisovaleric acid) B 7 »
ifi 3— £ T 4% H % EE (3-Methylcrotonylglycine) B B# (Lactic acid) 3 & th & 7+
» LA £ 5 R 8 1o L TS T MR R HH R
ALY R R EMEAIIENZE - AR AR CEREY: - ATPus g
BIHLIEIR « ST HLCS B[RS 53 AT nl (R TR RS B 77 1% -

N RE
ER ARG OIRENR - aFRETHI R AR R L - (S B e
REAIIRLRESE TR © FEBEIE T -F S i — B AR QI DI -

£ TRE
FRGEIAHRZ 1% B THR RIF BB IEE AT - EARRHEEGR - AIAT6E
HEUK AR - IRIGELEE RIS - EWRIEE R - HeEF IS - K
BRI RS RAFRITER

BEEH

+ Biotinidase deficiency. Wolf B, Heard GS. Adv Pediatr. 1991;38:1-21. Review

F—E RER/ ARBRAHER
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Hyperprolinemia

BRRENE
7

— AR

Fy— e R B H R R - R IR (Proline) FBEZIIRET 2
BEUM AR - USRI ~ PR - HIZFRR S EER LTt - BRIR AR
HERFERER AR » AT R Al -

1. SiBREL M E 5 —2 (Hyperprolinemia Type )

fiFG % B i &, 8% % (Proline dehydrogenase ; — & fif £ B8 (A JiE % 35 ) A {5k
Be - ELE FHAE RS AT HE AL i i R %2 5 P5C(Pyrroline 5-carboxylate) » 35 L 52 % 4
R FE AT AE MR ~ PRVE LR I B8 R P 3 B I FR Y & AEE AN & S
2000 1 M( TEH{E s 100-450 2 M) ©

HETE A EUR R R B RS 22 HL S 22q11.2 (& LAY PRODH E A -
HHIEZE FTRE B EA ~ 5 AR B B S -

2. S HERREL M AESE — 8 (Hyperprolinemia Type Il) :

DA S — RIS R b, » (R HA SR 1 B (a8 1p36 (i1 B FAYE: A PSCDH
(Pyrroline-5-carboxylate dehydrogenase; —fE kBl Py B 22 ) 354 224 » (L
i e T B8 ol Bk % (Glutamate) FSBFZ 848 L » SERRIALIY » PRIGDA R S B
PR e 2 B 0 I 2000 o M o (AR B E E 2= R OK  MERE
F{IE 2 T RE HEBRE (DL — B AT LB _E ARG R 58 > (EREFE R BB B 1EAY
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= PR L [N A

Hyperprolinemia

—RARER > ILE A R R AR A E Ry - BEEE g H O BRI
% WATRERZ R RIGH -

o EBAER:

FAERK - HEHREEREREE R - FrEEER TR HRAEN
TEARTT B2 22T - AP A28 A2 R e N BT - HRTIE YRR A SRR
A BB A A #E AR SR/ NRR 1/10,000 BAR -

= ESER :

RME RO MR LR - FR AR —(HRE IR - 65— RIER
F r] RE R M SR BRI b F AR &2 - (B AR R A g - H T —(E
— BRI 25% IR BUILEE -

g~ BRPRAEAR -

AR AT REHFR IR - AR e O3 ERRE - HZEAEEEL

BERR FHE -

F—E RER/ ARBRAHER
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]
" EERRE(—)

B - 528 -

FIFMR ~ FRIGDAR B RO TIE B 047 - RTDARERSR2 T - EIRiBe ]
FEEBETRER T - R IR A AAER FIMER (Leukocytes) B2 R H#H
HEREHAE (Skin fibroblasts) o » [B Y LA B P A1 T I EE 2 FE A B 2 -

t AR
{EZ M TR BT H A IE R4 -
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s
01 -

Citrullinemia

— fREE

R e R R BB AR - BEREH UL (Citrulline) FYZEAZe%# - H
i b I R O R A BT B S MR 5 SR AR PRI - U Ik (U3 52
MR S ¢ IR IE S —A (Citrullinemia Type 1) ~ [TUIZRRIILE S — Al

(Citrullinemia Type IT) ~ EFEZ T R 2T ZJE (Argininosuccinic Aciduria ) 5 ©

o BAR:

H Al I B ME A R R B A S RER - 6 MmE 28 4ERG
1/14,000 © [ LA R B e 4 5 b o O BURS B2k R - FRFI7E 8 £E[HIEffR 1 55
B ERT AR 5 - TR R I IZ e UE A AR H 3 24 N (38423 R 1/22,900) » HrpfE
B B TR BR IMURE 25— AU AY3EA 2 A+ BB IR 88 — AU T IZ BR IMTLRE 8T 28 S I (R AU B2
A8 A -

= EEEL

JIHEBRINAE 55— BUEESE — R - B LS e EBR M B ERI5RN - Fr R
o —(HZRBAER » R ERRERETREE - (HET—RE—RTR SR
A 25% HIMERTE B ILAE -
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[N Bz (M

Citrullinemia

M ~ BRPRIEAR -
(—) MARERMAEE—E! (Citrullinemia Type I) -

Fo IR 32 118 22 [E B (Urea Cycle disorder) FY R .2 — » AL A SE 9 H 48 B
(9934.11) GetaBEfEly | B & k%3 (Argininosuccinate synthetase ; ASS) HE[K|ZE
B RIIREREITEE  BEERMAHINE - MERSNasE - B5#
PRI R - ARITEHAE 24 /N EE HBUER - (HI0E 24 5 AR I
A FFRAIGIT - BEIERTESUIAR - R — AR 2 B R X E - TEnt - BEE
FEEANZE WP PRI I o e st b T B 5 B S
B2 (AR RTRE - ISR A EERERE - REM I A H & e B A
fiE o SSTHAZERAR A » HOER— MR AR 2R G IS A LR o - LI IO

H o ZERSE R A S - BIHETR L - AR EE R
{ATERF 97 o

(Z) MARBRMAESE & (Citrullinemia Type I) :

It AR R B8 A Citrin 8 I THREBRZ A5 [#E » AT 73 R 28 S HA % (R Y
(Neonatal intrahepatic cholestatic cause by citrindeficiency ; NICCD) » K 5k A BH#E{E
Al (Adult- onset Type II Citrullinemia) °

A AR F AR B R AR 1 ~ 5 (M A EE G B AN B EE - TR
DHREANIEHR - HER B S IE B RRIVE - AR MUE R ABRI T SHER © B EE & E

FE ERURZERAEER
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= 58
ZR&HRH (—)

BUERGERE - BE A A R - AFRRIER - B EATES - 16FE
ERTEIRATEAEER - EEMFFESEA SRR « KR BIERAE 1 ~ 2
PR EE R - HATAGE AR B S G EE LI AMRERNERE - TE K
SHSEE LA T A e T R R P

A NI (R R R B G R SRS MR (F - MHERRRERANZ - 175h
B RIS RE AR - R E TRt T - — IR KA
HHE (R R38R 20 ~ 50 5% - il A REET PEEE A HAAT IR RHTE -

%2
— ) MBRBRIMIESRE—2

ZE iR e AR rh R E - ERR(E - R ARG B BREL AT T RE AR
7 o TR ETHY T AR DA B M B R A 2 e - DU THEIE T IR G hE
FAEMERE - R AIIHETT ASS FeKIZe @ gl -
(=) IBREAMAESE —BY

g TR ERRI T MEE - TUZRRE - KR RR AL AT Th el
7 o H AT A A A ACTERERZET - 94 80% A ZE A] DL E] SLC25A13 (A

N RE
— ) IBRBRMEE—E!
Ty 3 00 R TE R R L & RYAE AR - RT3 DA Ry SR BE W) 22 18 7 R

‘ BT ERUERFERRNBRS




[N B% i M

Citrullinemia

(Sodium benzoate) FI Z 2 HE (Phenylacetate) & BhBS N HEHIMNE, ;5 2L Z(FRE »
ERINEEFIBE KoK TR - DUBERIM BT 5 R EE P BB - & kDA
SEYRHEE SR AR - AT BT IMRGENT -

FEREARAR - BEFRFESENEL - FRSR MR REE
= AR A DR B M EAHE - REREIN S SFEHIE - R
B - DA &R R 4 -

(Z) MARERMAESE —BY -

LT E SRR FRIEE - REHPRA MR IR - IR LG &
$4fERG (Mddle-chain triglycerides; MCT) HURFERATKG » SFIHA 12 {8 5 KRG (ERESE
BURIFRIAFRERL DV EIEREE R TR ERER » ERREZR WA -

i N B 3% 1'E B BRI RS A A 5 1 RTE TR B e A P RE Y
P4 WAEIE A RE AR - DFE R I IRKE IE #E (Arginine) & AT IR A 1ML
FAHERE - T BVE R G N A E AR BUBE G = W H I R I E

(Hypertriglyceridemia) «

—MRAER - PR BRVEER A R B (RS IR IR MURE 55 — Y ) Ry o %
fEiE - BEREEH SEERNEE - HI—E 7 =A% Citrin 22 H IIRE
Rz B T R MTUE 26 —AUE 5 SEVERIERE » RN I B e 28 — AU
NADH 4K - THEIEEREZE G - IR ERR — 5 LI E (Citrate-malate)
HBEE - TREEE AR B - S =B HISERIEEE - FrIERE S 2 e
HREEE - S LEYREE - WITEE BRI - 2tREE BRI S =R
HIHERMERED

BE ERURZERAEER
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=5 58
o0 EE®RRE(—)

& A e I 28 — AU R 38 A S MR R R 7K i (Brain edema) HYRERER
JFEE 38 Op v BV R SRR (Glycerol and fructose) » DAGR AL il NADH FY 4= A% - [fif
BHEFIREENEEEBYE » EMERIEKE ; —REFEREITZEHH

(Mannitol) /2 #Ry % Al BR Y32 43

t R
JI e P T 55 — 2 R ST IR B e 2 9 B ORI Rl S R L FTRE R 8 2

iz fE e REZEHE - AERHIAERE T © AR LRI ERRAVEE - DIMERFIE
AT - PRFEEESMARNRFRERRE B « SR - T - Sk
(Lethargy) ~ B[y (Nausea) » W& » R « FEE (Refusal to feed) 55 ©

JNRERR IME S8 — AU B PR al SR e~ SR H R EREERER & - DA 22 iR
RN - MRS R EN AL o HIMNERE SRR - 2L
3 B AT RS TR AP 5 e S8 (Aleohol Dehydrogenase; ADH) 1E i 975 P 111 2
{5 NADH &REE N - EEBHEWE © 550 - B FHZETHE - e % 6 i 24
J7] (Acetaminophen) K iHALIEEES G (Rabeprazole) 1% 45 Hiff PR 8 2 5 i
it o 6 TR 5 PR L —HE BB T 87 DAL AN TR FHBERE 15 L s ] E TG B8 Al - DA O
%L
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Ornithine Transcarbamylase (OTC) Deficiency

BRMEFEENEERIE
02 ‘

—  REE

BN 2 P B EL A2 iR 2 fiE (Ornithine Transcarbamylase deficiency) 2R %
TEER A S PR T R R i R — M - BEH RS MR E H R (Ormnithine
Transcarbamylase; OTC) ik Z HE G HFFRAVRETT N - SR MA -

BRI K E R E N E LR AR - MIRREREEABRRN TR
& - [REMEREEAENIETET - ERER SRR - A2 i
BiE - DVEHEYE (MR ) @ BiGREREYE (JR3%) - ARBEREH PR -
Rz e QR IR T Al RE R B IR R AR - B MAE -

FR OTC sk - SE R E s R 5L WL (Carbamyl phosphate) B2 1% % (Orn-
ithine) &5 E T2 BN (Citrulline) - & RCIME RS ERRIBE L > MAH
B (Carbamyl phosphate) HERE{EAR AR HE BCE HIRRE F - (F Ry & FF BRBERL & 1
fiff (Carbamyl phosphate synthetase ; CPS) II [ & tf ) 5L & » % 5k L 7% % (Orotic
acid) 5 [ RyMENE (Pyrimidine) 4E & RLAIHIYIE - Bl FLIEBR &8 E 73 WE R K
oo MERFERZE - HEPFRAREN TR - BESESMERBIHE -

OTC R X s E Xp114 b BEHERRE K X LG8 FiblE

B L — R FEEE I B & R - TR R OB R R B R AR =5 5 &
i B X Rt ie A FE M EANE L (X-inactivation) FYRIARE - HAE D EHY
R RE - G AR AR B — R AR PR R L -

FE ERURZERAEER
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£ =
o0 EE®RRE(—)

o BER:

FRZIEER AR 22 1 B A BE B 38 A2 R4 R 1/20,000  FRFZIEER A RERE 7
TR 58 A4 =8 E BT R AARE - HEAS R BT84 SR T RERITE 1/50,000 » {EHIFAEIR
PTG R E » ERLEE A SRE S 2 -

fE2EB] - OTC HZfEMY #4340 Ry 1/80,000 {EVEEHT 4 5 » B A EIER
AT AR R E A A DU A — BRI AR S A
BEAREE SR 40 ~ 50 BRECE EIMAYEAC TN - thoh - HERR L3RR AR -
oL R

= EBER:

A ELA PR RIS ER (O S0 » OTC BT Fy X et B MR RE I 1
RIRERIGER R AR X R EE E - BHEAE R X R EE Tl EES
Ibk P o AT o R

AR X el - HE X REE AR IEERE N E LR - Bl
MR REORRERGEEERER - ZEFREN T —ERSBE  B—kF
50% FIBEEER - 50% MUBERIER « T —RE Rk - Bl —H5E 50% HER
RN > 50% HIBESRIEH -

T R LT B R T R AT H B - AL B E R B R IEr 5 - Ik

AR -
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Sk e PRESEIEIRZIE
Ornithine Transcarbamylase (OTC) Deficiency

M ~ ERPRIEAR -

OTC ik ZRERVERIR KRR HE - BB B AR SRR - thATRerE
TR B+ 20T R B A/ N3 AT B A AR B - {FLth 5 P AR B2 2895 -

EREMARRERS  RBEGREFABE R RSN ESNA - 7ER
B 2 FOER LA NE o & B YRR - FR S T RER R S M E AR
FE BRSPS EE @ - E[AIFERE (Disorientation) ~ & ~ B -
/KBS - R HE AR - T REEEEC -

i AR L B R P AR I AN - — %I S Al e IR S A R A R
% o 5 S MRS B /KE - FTREE RS ALIE /K fE (Papilledema) K I A BERY
o e

g 718 - ATREE A M = SEESR BT - It g B (g -
FIREFE AT KRB G - ARSI - FIREE A il A - AR E T R
(Dysdiadochokinesia) + 5= /7@ (K E ~ SEEILFH « BAE} - il - B o GFIE
T A - R ER - SEE A SRR T -

e

U

5~ 52 -

HHBEREE - BRI HEMPRRE - FE 2SN TR R
R B Z B IERR (Ormithine) ~ Bi%% (Glutamine) ~ PIZER (Alanine) {H EF -
% (Citrulline) - fE %R (Arginine) {H T - BEREPAIILERRIRE - A
MR E 25 -

BT MEZ S > ERPR DA A B R FLIE B (Orotic acid) IR IR ERE R

©

FE ERURZERAEER
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£ = :
" RRRRA (—) -

B o e th ] A RS R IR T A
BES AT T AR - SEFT R R 5 E MRS AR E - RRR
R A BAR B I B K - DUETT A RTAYES AR -

ANRD=1;- 3

Ry 00 R G R B S L& AYAEAR - RT3 DUGE Ry PR BE W) 22 S8 R 5
(Sodium Benzoate) FI4 ZEZ# (Phenylacetate) #B#E NHFHIIME ; &L 3 ERy -
TINEEFIEE - ERE KGR - ERBENRBATE#EL - EEE
LASEY e Rt R Ay 2 - AR5 eSS T MIRGE T -

FERMRER L - BERBREECEOEN (REQRE) - BERRHRDE
IRERFEBT » WEARFARED DEBMARTEY - MR ENIRE - Bl
MAFEE - FHEERBEFEL - PRIFER RS - D& MR EREL -

t 1A%

A THR A EER UGB R DU B - fE8 4 SR b A EAR Y &5
HYA®REEEN - afRR S HEE e E — LB HRIE - FERE T DIERE
P NTIERAE - DR B aTER IR -

Z2EEH

* Medscape: http://emedicine.medscape.com/article/950672-overview

80 ‘ BT ERUERFERRNERS




LRI S ERRZE
03 | v

Nitroacetylglutamate Synthetase (NAGS) Deficiency

— ~ REAL

N— Z i 3 1% TR & R Bl ik Z E 2 PR R G IR AU R Ay Horp —H - 55 &8
B R FH R B R R 2 1T 0 B A R A o N— R B AR A R
(N-acetylglutamate synthetases; NAGS) 3% i /A T i - 2 81 2 I & i A(Acetyl-
coenzyme A) Fl1%% i % (Glutamate) 3 5 £ N— 2 Jifi £ % 2 (N-acetylglutamate;
NAG) Fl1 CoA ‘Z E i - NAG #2 i {b [t 5 B fif 5 1 BR i3 (Carbamyl phosphate
syntheses; CPS) HY{E#5 - i CPS {51k - AL - NAG 8 CPS i 45 & HY 15 L TR €
CPS HYTE T - NAGS #hZ (15 NAG G e - B REAE ARFIEER N
EEPRARR (Alanine) ~ BRI (Glutamine) » Ff4& (Glutamate) K ZHIHERS -
HIETTIER NG R W -

BRI HKE A E D E LR AR - MIRR R AR R T
18 - IRAMEREZLEN D RE - EREGE SR AERIREE - A2
I - EWIEEEYE (MR ) - BRREEEYE (JRER) - ARRE/NMEF
o RIPRBG R G B REE ] RERC B IR R AR K - EESMAE - MM - IREIEER
B EINAG GHGEERYFTE - ERELE NAG) BIREE ARFRIEER -

o BAR:

PREZEER A 22 5 B Y BE RS 28 A5 =R B 1/20,000 « PREZTGER U [Ebse i
TEG Y AL R H AN BIRE - HERL T A =R RERIAE 1/50,000 » {HHHAESR
PG HLCRE » [EipgE e H SR E 2 E -

BE ERURFERAEER
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S0k

o 5

ER&E®(—)

= B

LG & BB Z E iR 56 17 WRE (17921.31) et NAGS FE[A[Z€
BEATEEL - PR G R OB R - R RS —(E e ny 5
BB BRIRGEREEAE - (BE T —RE—RR MR 25% HURRRE
BIE -

g~ BRPRAEAR -

PREFMEE T AIEE R BRSH ATREEBIMER - R - 2ERIGHFE LA
[ o & IR TYERES - For S a el = IEARE  BE - 558
{ ~ BFME ~ Mg~ SE Al (Disorientation) i fE ~ Bk - BE/KIESE - FHAREZ
il AR FRTREEEEC -

fER B B B AR AR (B RO TR DL AR - — AR S Al pe s R s &R R A R
& o A M EEEUE K IE - rTReEpabifiEFLIR K E (Papilledema) J A A EAHY
e

fififg 51 - Al REE A IR R BGERAVETY - IR & R (R e
PP 5 T AT RE SR AL P AT IR IR SR - ST - FTRES A A AN ACERES)
[&0 (Dysdiadochokinesia) ~ 5T {KEGEE  SEBILFH - BEEL » il - B - OF
FHAE 1R Ry 2 o AR IR - SMEEE - BREESET -

h-&2

b REE e A mERIMEAE - AATREEN MR BET S &
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CERFRIREL S PBE TR ZAE
Nitroacetylglutamate Synthetase (NAGS) Deficiency)

FREME o LEHNATh A e L P A B ER T BUE 5 IR (Alanine) fo B %
B (Glutamine) {H& LT} - BERTEHERE - KIRTALERR (Orotic acid)
FEHE IEF - (ER] DUREEAE EUEIR - R s I 2230 52 B A TR QR 2 i (E —

TfERER2 B 5 2UR Al SETT NAGS B [AIRl - et Fr 1T 3= 1 e H 8 5
AERRADER] - MsE SRS E R A O IERS - LETHE G T AGETTHERE -

N RE

H #i A — [ Ml & % (Carbaglu ; Carglurnic acid) Fy 28 5t H Bt W Bk & I 1
Carbamoyl Phosphate Synthetase 1 (CPS1) % 32 fy G L7 (Activator) » H BiER R Kz
SEE] FDA TRZAEFI TN NAGS iR ZHEEE - SIERIER - FRINEEFIHE - &
HE RORGTHIEESRETE R - MR BN BRR T & 24 - & Mk DIZEY) (@ S R L 2
I - IFEH A TILRGENT -

fERIF AR L - BEFREESEEN (REHKE) - ARG
WHRAERBFIE - LHEARREY DEIMEA P - INEEREZ - Bl
MAFHE - THEERBEEY - FRNERAEG - DM &rEEE -

£ TRE

A RITHRAI RS DU 2 BRI DUA B - 18 A SR b S AR 85
HIA®REBEEN @ IGFRRZEEE g S — LB HHRIE - FEEEDEE
PEZFTIERAE - DA (AT AUTHIR B UL -

BE ERURFERAEER
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04 BT _HERMRIIE

Argininosuccinic Aciduria

— RS

18 SRR UV R ILAE 55 — AU Ay — el S R AU SR s - AR R ER T e
BEM5 | #mlE - EERAAER 7 HEE (7q11.21) RO RS HE
& | —FRE% 3R (Argininosuccinase) » B IE HZ 3R 0 /K i 57 3R (Argininosuccinate
Lyase ; ASL) R ZFrE - BERIRIRREZRIER BRI Z 28 LIGK
EHEATREE A REARR RS C B E A EEIE -

o BHER:

LA (58 2 B4 1/70,000 « [RGB AR REPE A N B A SR E T
BRI+ A TRE T S ATEAOTE 1150000 + {H FR BRI 5 HIE L%
= JERGER EZR A REEE 2 -

VEBIEL
Ria R OREMEENRR - RS —([HRENER - (HI2FH
RIEARFIRA R E - BN —RE—B Ao E 1/4 AR ERILE -

o~ BRPRIEAR -
SEE AR R RARR - BRIE A 24 /N OE G HIFRAER - (H/RE 24
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WBIZ T BB SRIRZIE

Argininosuccinic Aciduria

SAHAERE A S BT - SR A S AR - R —RIE IR B AR R
Wit ~ e BERAL > WSS BEEGH S - f5aiiEEE Brittle
hair) 5 R TEEE S DR L - 53R H B B R A SR B R S I R - A
RREEENIRZ IR KA E B BB C s L B E I HFRIE - 2h%
SHFRR AR A FUER— R AR EORI 82 S R ELGiE oK - [EBR AN - (HR2

W ey S o A P B PR g 22 o i 22 H ARy LE 1 SR TR A8 o A (T ey %
i o

Er i

2l E AR I AE - I IUZER(E - FE14 T Bk (Argininosuccinic
acid) B {E L7 R ELA0AH BA L P % R R BT ThRE AR 2 - BB AT IR AT RERER » HE
AR MRAE (LAY -

N RE

Fo it 00 R G A R MR RIAE AR - °] T DUBE A R PR EE D) 42 B & R 6
(Sodium Benzoate) FI7 ZF&#H (Phenylacetate) B Bh#G A HFHTNE : & SR (FR -
TIINEEFIRE - EOEFOKORIESHETER - BB E#EL - HiRE
DAZED e (Rata = iy & - AIFR5 REET MIRGENT - b > frciaiaitnl s

BE ERURZERAEER
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o/t

= 58
ZR&HR (—)

TR

FERIRER b BEFIREEL BRI ERRIRD T EREFT
T o ALEEAFPASEY AR B AR HRE - ROE S I R F#E - SPRF/RIERE %
kG - DM @ A A -

t R

BB P ER R A ENEDE - TR RE A - R E
Wt - DECHIZEREE - AR LTFEEREIE - DHERFIEF BT - P
e S a M AR AR RE > s - B - TR ek ~ 1RO et
BEAE - HRE -
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Glycogen Storage Disease(GSD)

0 1 FHEERTRIE

— mES

T B {6 B34 (Glycogen Storage Disease ; GSD) & — f %2 il Y 7 058 {8 £€
HER - EERHREEEANERES BT E 2HRNBEEROE
1/100,000 - E5EE IR S EVRUHET T

BYRGE N EHLAEITR - FELHEHEA SR ELEE - FERE
EFERICAFEE I A G Y B SRR aE R~ - (Fd& o e Re i 4
B > T IL A B Ry & B A B S5 T - I (R EE ) R AL R AT b
FIFHIFEE - EEAIATBRELLA L B2 R RE AR AN RESRYRERIRTT - RETRAYIT
W R NEA Lk A A b - ASERH T IRTTE G L RE B8 A e T -
FERTEE AR P AT — (BB R T A rTREE AT HE REARE » 5 2R

B2 12 B F o
o BAR:

FrEEFTREAE S A AR HT MM - HRTHECYI AR &2 R
BIRG T - B(EFEAEFES 1/10,000 BUT -

88 ‘ F=F HMKHRE




BHEBfETRIE

Glycogen Storage Disease

= EEER:

FREE o BUH rh— (s AR MR E .2 50 - HAAE 2 R G iR I B (Y
B TR AR R S T (ESRE R R - (R EERRERFRERE - KT
—RE—B D ERE 25% AURRBEEILE -

I~ FFEERETRAE | ~ IX :
FFESREREIE < s BUAN N 3% - Sl T ~ IV Bt jR =i -

PP B 2 A B G FRRE
A RS Y SEERE | BEAATE | BUREE B PR {0 fiea
=
B—A | VEREHYUNE | #8fE | GePC wEINE - N - BERES | A RBEESR  HE | EA o BE
(la) (Von Gierke HEbEE (Glucose-6- K ARMAE - MR FL | R -
Disease) SEH Phosphatase) - e =%
ol - RERIBEF
_'%— o
57 BRE | SLCO7AL | AESHE - 75 - BHEREE | Tl la ZUFEE - 537 | 5 la 2040
(Ib) BRI, a3 B EEMERE T [10% -
SEE (Glucose-6- (Neutropenia) FIFgH
phosphatase T 3K T rE P B6E 55 i
translocase) LN

E=E HMHER
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% Za%m (—)

P B B B B8 G TR AE
B =M | Cori [CfiE eyt | AGL FF W& B AL o b 2 | BEAER AR FR > HE
(ITa) (Cori Al 1k HF B8 5 0 208 (% | 38 B8 % DL A | (RImaE -
Disease) JEE ¥y — —, N — & |1 RIbE - SiiE
Forbes [GfE % BE B B Amylo- | ZHEAR - LR
(Forbes 1,6glucosidase) fifZ | (Transaminase) & &
Disease) (Debrancher FrEr 5 Pl 5 T e
deficiency) NI RESE R B 1
i vE
B YL | AGL e TR I8 25 99 | I TG 9 T B O AR R | B RN
(ITTb) Ak 48 fgmkZ ; JLPAEESAE | M BUAHE - 32 AHHL| 15% °
HE PEIEH - A5 IREAR -
EUYA | ZERIE | B4t | GBE1 JH-Bi 3 < 1 ERFBEAE LA | FEA - Aif
Iv) (Andersen a1 (Branching enzyme) | 5RJJ{E ~ FEA ~ 2 | $HLAE
Disease) B FlE A AT MR RE AR o
b CGEE R AR
T) - EEERE
% o
B NAL | kT IO BEvLE | PYGL HT s R g HFfEA ~ SRS RN | 225 - A
(VD (Hers Disease) | 5[4 (Liver IMHE ~ SIAE ~ AR | & R
SEE phosphorylase) IE (Ketosis) © FEFEE {2
HEE A B
HEAYEZE -
B | MR A G | (ERRE | PHKA2 | BERER S JHF B R R (I I | L -
Xa) | ZiE B (Phosphorylase B~ =g ~ AR | Ry BRI
(Phosphorylase Kinase) fiE e {FHERE - {H
Kinase WHIERE
Deficiency) EHAfEZE -
20 AU | TR A ORI | fEt | GYS2 -0 5 R S REGRE - FHE - 22| FFE-PrsT
(0a) ZIE BRI (Glycogen synthase) | BEPE{RILNE - ERBRIM | BERD
(Glycogen SE{H JiE
synthase
Deficiency)

90 ‘ F=F HMKHRE




FTERfETSIE

Glycogen Storage Disease

B P 2L AT B GEFRAE
SEL | ERATE | BRI | EURmE i R 2R fifat
=X
A BARARERE | S | GAA BRVE o - AUABEEARS OBEAEK - B | B R O
(1) (Pompe Disease) ek (Acid a -glucosidase) ; |58 J7 & ~ fif JiE | [i=EE
i FRPER T HE N Ko HAER 6 /| 2 2 5T
E (Acid maltase) A& - BET- o
s coill =N WL ~ Ll | BERTETE
i ERENTHA | R o
AR E E WL 5 ~ PR | B STE T
IIRENIE » HRAE | TEHE -
TR -
(Ilb) | Danon [GfiE PEBE | LAMP2 | 25 I/ N AR RATE | BRI o | R X
(Danon Disease) Ak EH g Pl
EE (Lysosomeassociated SE{H o
Membrane protein 2;
LAMP?)
PRKAG2 i ZfE | ¥4 | PRKAG2 | MRt EBiRE(LE S | IEEME LIRS | R as
(PRKAG2 [ 1l (AMP-activated R
Deficiency) A protein kinase)
B LAY | 2o 7 BEYL \PYGM | JILBkFARE ) 32 7wk | E A AF
%) (McArdle ek (Myophosphorylase) | Z ~ JLAESEE | ZEHAHEM:
Disease) Pt P55 RGN -
HE
A Tarui [KIE HEY | PEKM R S ) B i 2 7 k| FEEIRH
(VID) (Tarui Disease) s (Phosphofructokinase) | = ~ JILIAEESEE « | A A K
[543 AIMMEEID ~ | KA
SEE EHFR (Ashkenazi
(myoglobinuria) | Jews)

E-E HMHES
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% Ea %R (—)

BB AT EE REARIE
pEs Eh RS e B | R PGK1 | BAER H R MFHDAME | ZEE X
ZIE 5k (Phosphoglycerate Y (o B
(Phosphoglycerate | J&{H# kinase) b (e
Kinase Deficiency)
AL R E R AN | BEA | PGAM2 | BERR H MR E(LEERY | RIS TAUMER) | R - K
) ik Z i tafs M ZXEIE (M subunit) SEERE
(Phosphoglycerate | (&4 EIRINES
Mutase SEE ESE PN
Deficiency)
S | AR GEEEL T M |LDHA | FLBIRGREH M KE | RESFIMER |8 -
I (XI) | (Lactate ek IT
Dehydrogenase | (&4
Deficiency) SEE

(—) F—EATHERETRAE
1. fREER
NA] 5y A i EE Y Ta B2 Tb AU - Ta RURYEURELARy GoPC - [ZfAEE 17 ¥ tls
RE 21(17q21) B9 E - HEEREYE B8 EY) Ry @ & 5 — /S — B R (Glucose-

6-phosphatase) & ik Z & EE — /N — IR -
FIEINE - 10 b ZUEUR FE K] SLC37A4 HY & H'E AEY) Ry #i B HE— /N — W ER B L

R R — N — BRI A Lk

ar

(Glucose-6-phosphate translocase) ° & F& K[ - (5 M5 1 4 & iE — /S — W8

X FHI AN B A — S —

EESREGET -

92 ‘ F=F HMKHRE
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FTERfFETRIE

Glycogen Storage Disease

2. BRARERE

B — R A RAE AT RELE AR RS W3 2 S B[R 93 it SRR U F Y
B SERIEAE R EREEN A2 - TEEUEIRE (Hypoglycemia) [
A4 o R RURIMAERIE IR ELES « BER - 5% 3 - Mg WIS - B -
HSERHEIAEAOIEIR A - Wk - SELAAEE « BREL - HRHIE - £ RS - BE
VR~ i Py HE R A B FEE U i (R T TR R A A TR (] - S BEITRIONER Ta BUAYSEE
& IR AIMAYEER ; 26 Ib BUEZ IS HH L3R » ElR - RIBAVIEIR - 52
HEYPHEF 2 BE G WEE - BMAERHIR o FFEEERERER OF 3 A A1
T NBRAEER - 0 FFR AR  ETIEE R - BRO  RE o &l - BERRE -
3. R2ER

Eh=ted  BEMEEAAC - MR RIEE RS o BT
HEHIERFERESR " ATEIHE — 7S —WEREE R (Glucose-6-phosphatase) | HUJRMEE -
T Fra] BRI MR EE KRR HERR - IR HIAE(LRIR S - HETECE Y2
ELEHE TR AR -

FE TR BT n] HA MR SE A S B K AT A DA 2 - ST SR ol R (A e
T R R
4. 8%

H BTEERREE AR - BT BB G TIEINIGR - BR EAAR M S BERR
B FE A F R (Uncooked cornstarch) » SRS B IALRE ) 58 AE RO _ERYSE -
PRt A RFEEAFIWE -

E=E HMHER
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o/t

94

= 58
ZR&HR (—)

(=) B BURTERERETRIE
1. fmE2

BRI FEARE /NG o — A EHEE B R (Acid maltase » X Acid a -
glucosidase) HfRZ » 1556 AVA/INIG B I8 S A A 00 M T R R HE A - SE T2 2
FHHIEAITNRE s XA Ry R E - LAE N HVA /e REREERY— T - T JRE R EUE |
BNEEE =S - ER R EAEAENAAHER o FFEErHERE R A AR
(ANEBE RO L) » MR B HIIRE - SRR ST - WIERIEE R - LA R
B - T AR AL
2. BRRERE

Jig B2 e S AU O AR A RDE R B IEE R - /NMEAE 2 ~ 3 {H H KIF - &
RERTREE B 15/ MR HIS FLRGR » 1% JI RS E) - BEE I EROHERI LR A
18 - BELEEEERBIE 3 ~ 5 (8 AR - RIS EsRE R KZ - 1EES X
SR N ERIREAORACA - A EREE R R E - OB R AR ERR T 0=
KAN - LR PR [EEEE SR IR - Lol S I T IS 2 LT R - L
WERIRE N - BERFFRAEV IR IER - HH LEEEE - FhREE A E
BREE - BEERIHLAIE ST » DEAER ~ LEIEHIRI & R W E - W5 LS
FE R 1SR - Bt ARy 2 B L PRy 5 0 JE VR I R T e B P IR s S SRR
B - AIRANE TR AR R - BB REE G — K -
3. &2k

I i PR IR 5 B 22 W S8 O RT SE AT BR M o — ) %0 B EF B I8 3R 70 1T (Acid
a -Glucosidase Enzyme Assay, GAA) S{ELRISMT -

‘ F=F HMKHRE




FTERfFETRIE

Glycogen Storage Disease

4. hE
B2 R HITE R (Enzyme Replacement Therapy ; ERT)

JiE IR 3 A4 B AR S GAA BESR - AR 15 F£R953 ) » BRTDAER
TR R ELE GAA 23 Myozyme® (Alglucosidase alfa) - 5 8 E T S BE%
B FAIMEF - DA B E DIRIE R » LR RO 08 SR - kR T
7 2005 F51 Ry N 578 RLP FEE NS CRAa 1T - BB EE RSB R (EMEA)
KB LSV (FDA) L 2006 FRZ M EE i
(=) B=EIpTEERETRIE
1. TREE

3 B A = T I 6 R B9 BE KRS R AGL 5 BT 25 43 SZ B8 5: K] (Glycogen
debranching enzyme gene) » (7255 1 ¥ R BRI E 21(1p21) YL E - HhEEEIHY

& B EY) R I Z 53 52 (Glycogen debranching enzyme) « & iR Z i 755352
WIERE » 43 S A A e L PIA S REA 0 R S T R I TS R &R
TS GHTEAE B R B R Tt — b o 2 -

2. ERFRRMY

PR PR REAR 3 R 1T I L ELAT Ik A B e R Y - AR B8 — AR D)
AMEINNE - FFIRIE RS - (BN GG —AE B E - A - SB=AR0H A
HABEAIA R R BEAEAR - BRPRAR & T RE FT ISR BIREHR BT RE R - EAAEIR f RS Ul
RN - GEERAERE © R R - R NEFARIEMT R » SR AR - B A
HOBRRAERFEML -

E=E HMHER
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£ =
o0 EE®RRE(—)

3. 2
AIETTRE SRS S S o T A VR e T T B R A -
4. 8%

2 = RIRYER B G R IR B — AUk - R B4 - TRy~
FERE AT DUE R sy Al - ARG BK RN Z IR - WS B E Rtk A
B AR A DGRBRZ RIS AE (GENEZRDEN) - EMMEEEER -
R ECE A DU LR R » A B AR TREENERERA - BEHEEE
RIMAERYHR SR - AILAZ2EE R ARG EIE - BT EEmz o - IR
iE S = AAE R T LMER B BT - ZEMEEREEREMES EEZ &
TLEHE S s -

(M) SEMOE AT EEETRAE
1. fmEZ

E i E 1S B AE AR PR B AR AR 56 3 B Bl b (3p12) WY
SCHgEEA (GBEL H A ) » 5& (BRI AE P Ry P IE & BeHRF 38 NS RS e =% - LI
FATHI BRI 73 58 B B /KA M JER 2 I S 3R e S S
S FEANER RKH# - MERTEHR R B FEE > B E g0 - (BN
HIRTE 3+ & HE R Y) S FE (Foreign-body reactions) RAUMHAEEL i - F2HRIE
e E R P - HA R EFE OB BRI - KR~ N~ RIS BB R B2 AT

96 ‘ F=F HMKHRE




FTERfFETRE

Glycogen Storage Disease

2. ERFRRMY
S5 U R JH I A R SR R L B AR IRE (Andersen Disease) » R PRYE /R 7] 43
(1) B BYRFRBRIREY ( L{EFRECAE )(Classic hepatic form ; Andersen disease) :
FRyf i R — SR - BEPR L R Ry it ORI e X BT PR = R - R
FHEIK - AR+ (E A R DARTE & H BT SIS HIEIR
(2) FEHEECATIERIREY (Non-progressive hepatic form) :
TEERECRER - FOREGEERIYT25% - HREEELC L7 FFg
K/NE W - H T FFIhRESEEL (AST / ALT) & WiiiEsm e (| -
(3) BEMGWIZALPE! (Fatal perinatal neuromuscular form) :
TE— A ISk PEBEH B E IMLER T » DL ZEE - BRI ERAER -
AT A R R E G R -
WEZEENRHE ABEESERMH ERE (Generalized severe fatal

form 5 severe multisystemic neonatal form) -
Hhar KEE O RENZEREZE -

(5) RESHATARFEE! (Childhood combined hepatic and myopathic form) :
EEEZESWIATTEEEE - BRHEG GO LIUREE RS NS
K58 TR L EEER B -

(6) Bl A T#AE AL 3 #0595 AL B BY (Adult neuromuscular with isolated myopathy
form) 58 {E & FEE BRI AN -

FoE HMHER
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=4 Eﬁ
o0 EE®RRE(—)

(7) R ANEEIHEZ BBEIE (Adult polyglucosan body dise+ase, APBD) :
— TG A A Ed AR B LR RIS - B tEbEE B
TUMERE R B - SRR e ~ HERIIRERE « K - DR
AR AR R L LR -

SR VOB AT /) LA P BB A FILAERRSE - KA o5 A PR A LRE S FR
3% - EEUR B YRR IR - B - LMERIEREEMER -

FAl

g

(1) RIS #EEESR (Branching enzyme) SEIEAYER S
i ER B g 2R B ALY/ N EH A R RIRE S - AT DU MR ~ A A g
RE BB R R AE AL - DU NS -
ii. 7 APBD B\ FFIEHO R RIS G« oA H B BRI RS T -
iii. ANERA WU EEIRE - A DB BRI AT« 75 (S s I SR TS TR R
REEIE AR SEEHE (BEAPBDH AT b EE T —EFHRE -
(2)GBE1 & 7
i B SEFIE (missense mutation) 3 B PRAEIR & FLEEEHA -
i, 1 7 Fb e B B Ry S R AL - A W] DU B 8 8 HY #0852 (truncation
mutation) B¢E R ELHYEE IR -
(3) RIERE
AT DHEZ FI BT - BRI EER O (Periodic acid-Schiff ; PAS)
Bt DU AR LR 22 B HD T4 RS (Diastase-resistant inclusions)
BHE LS BEE PR -
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FTERfFETRE

Glycogen Storage Disease

4. 8%
R GSD SRR R B R EREHR T - SRR EREEEERN
RERT IR AR R - ME—F A IER TR ITRRAE - Rl 2 B ALt s il 3%
BAA A (FEEE R L DS B E AT BRIB BRI ) - 3B L89m A AR A HE LT FF R
BAH - R E HRFEE TR - B P G N K -
— R+ = AL AT IR AR AU SCE TR - THRE MYIRZRAR
(1) SRR B AR HEREAE AT IR DA EL A - FLrh DAHERSAE LA AT R I AN T
IR AE3E + = (E AT RAE AR A > MAER LIRSS - H AL
SR AR LU -

@) {ERTBEREAE R - 25 A M & (microchimerism) FYHR R 4L - WELEEAH
WAL A 2R = U ARG IR R AL - KBS L IR i
WIEHEERTEE - ARV R Z I B R ARSI -

FoE HMHER
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M BEEE
0 2 Mucopolysaccharidoses (MPS)

— REL

RS TSR % 2 K W% (Lysosomal hydrolases) » BB 2 WY -
IR (Mucopolysaccharide-Glycosaminoglycan) #1498k » LA - AL -
I -

A OB PO A — TRE RS TR 1 PS5 A S T RET KA T+ 3 R
3y F B F T B (Dermatan sulfate) » i 2/ B (Heparan sulfate) » 0 5
B4 58 (Chondroitin sulfate) + £f'E % i M8 (Keratan sulfate) % 3% B8 (Hyaluronic
acid) Z3ELIRLSY » AT RAEIIEECE AT - SRILCRIRIE S AR S E
NHBSE © R B RIS - A MR (R A
) BB 2 — o BT LHER R E RS (RS
%) BB TR S S SRR

T BAER:

B S 98 ZH~ 4 1/50,000 © HETE G 1 2 2003 FE 1 K&EZREHE
163 FiHERE - EREFRESE 2004 FE SIS HEREZSE 82 fif
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255 ERAE
Mucopolysaccharidosis (MPS)

= EEER

e T E e RAEER - Hop R /NAL - B T8 AR X g M
BZAh - HAMALE R e R B A 520 o 28 T ARG Z IR E - S Hh e IR 7 X
HIRELEE - HABWE (B E 50% WEEREE - HiriB i aisiEisE
HEREZRHE - HXEEREARE - BT B2 E 25% BMRERBE -

g~ BRPRAEAR -

IPAEE R HH AR BRI SR RS - (ELPEE RG220 H W HERS - & 3R SR EIR
(—) BB NRAE - AR - RE  RSESE - S WEEE -
(=) BETE I (ERE - FEHAEE M - TURT 5 T BRE - FHE -
(=) FPIRAER ~ IEERZRH ~ IEBHILR ~ RIS - ARREESE -

NEFERIAVREZEEE - ENFT BV A2 - (ISR ME D R AT LR
WRFE B RARINRERTEEL > OB RRE 2 BE R AT H e - @M B
B - EEE o BREN - AR RERIARIEEE 4R E B IREIIEE - T REHEAF
RIRE AR SRR R R B E R

F=E HMHER
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S0k

ERRR(—)

BRI BmEE ZFXwHE | BEEEX | REEE
F—E B E (Hurler) IDUA i R BEfE | Mg E
IHEaZ | ) - i ACRAE (Hurler-Scheie) ME HE
IH/S B2 | Jfifi L FE (Scheie) BeRE
IS B 8Y
=Y FUFEF FOEEE Y (Hunter,severe) IDS Xyrtmpsars | EE
BER R FGAESS A (Hunter, mild) VS e 5t
FEME
E=E HEIEAFH ECEE A BY (Sanfilippo A) | SGSH gt | hEE
A B38| SeJERIFHGAE B AU (Sanfilippo B) | NAGLU | ;Ef#

B 2B | HEIERIHHEGE C AU (Sanfilippo C©) | HGSNAT

IC 258 | H3EFH FCRE D & (Sanfilippo D) | GNS

D E58Y

FmEy TLZEBEC A B (Morquio A) GALNS | i@ tbgfs | =

IVA Bl FLZEE B B (Morquio B) GLB1 TEE

VB B

ERHE Bf A —FU IS TEF (Scheie)

BRE | B ORI ARSE | BNt BIS | S5~ i
(Maroteaux-Lamy) T

E-Rotit] SEAREAE (Sly) GUSB Rt | h~EE

TS

E-YAN EHUH

BNE | UREBEER I HYAL1 | Hifetafuis |
(Hyalournidase deficiency) B
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255 ERAE
Mucopolysaccharidosis (MPS)

B
FrE IR AE RO 282551 - BFHFFE BRI E BRI

& - [EEFDEEZE - AT AR R - fYEEE 16 2 20 HEF - DUERUR R

AT AL E b S al R AR ] - HERE IR MR B AR -

ANR=;; -3

H 2001 A SETHEGEHHE AT EHL A o -L-iduronidase .2
R B AGER - HRAEREEEED - HElC# R A A - 25 A
B SN RS IR SR e vk - BRI 7o/ ik (Enzyme Replacement Therapy ;
ERT) HE#GH A BEL A SRS S RIS (T - KRR - BERA
FREEIIERF S rh TSR AR SR URE — R AR B - Sk - BB A BURRE SR AR
EEJ# FDA BF A B » HETE WG A B IR S EE -

ERERESE T IBAE - MR DIra S —maieim e - HREAES
B SREE RN EE NS - HRaR 2B R BT - S AR
o IR B B RN R B B LR (HE TR B
EEE R B ZHFRE -
(—) —RARERE

FHAA B BR P REE T » TS BRI AN » 38 I 05 R e WP SRR - A
TEARIEF R T - AR THREA R IR (AOAHR ~ RER - ) RfEfd - #9F
DFEE R R - DA AT RRERA -

53

g
>

F=E HMHER
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smﬁﬁ
o0 =E®RRE(—)

B A ICHRE - R 'R (TSR EEEAE ) ke
B HEEY) -

EEWEE -~ PR HEKICE - FEPR REE BT o WA S T
EERILE > ZRFTECEZRIS - AR - ORGSR - PR R
WEHE - FEA MR AT G REF SR MR - A A AR -

ERACIR DRIHERERS - o T RIERG TR - A PR
DNIRREVEA - POmETERIEE AT sE & AIVH s G s (F N EE - E R A8
FIRERRERER - IMEEK KT~ AREHIRPIANER  BEFERA RN
ALEFRE R EOTE R -

(Z) 5553%IER

OB B PN 2 - DAL ZEERE - e LS E e - =X

s LAZEY) PR ST T D BT B R A -

1. AR IR AR, © FR (T Tk -

2. KREHBISE MR « BT R L -

3. IRiE - AERERR B ] - AIEREITAREE -

4. BB (pef « R R AL R RE S8 T AR A - DA AT T IGHT

5. SAERSE : BT

HRER/NHEHCIEBR - WAREEHHER - ERREETIEE
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2625 BRIE
Mucopolysaccharidosis (MPS)

R E B BRI » Sl - MR BN FIRER 2 S (E R » (T
G5 [ EEN A e - (BT T BN e BhE R Rk FR L - BIRHETATS
HiEEED -

EREER R TIRBIR - EORTIEREZES - DU S 5 EL a7 A BRI 2 4 B
71 - EHWERBETE AWK & 651 T E BN - n[ R EREEER B T -
AR T SRR T - ATRE B EEEBRR —BHYES -

T 1 B EEL ARG 2 ME R E RV TE58 15 5% - (B IR EESAY B AMERESS E] 40
Zik > BREWST BN E  IERNEREIFE A -

H AN SEEROER T - (B3 DARESAY BE O BRI - B G M B Ay 2EY) R AR i
%o RS E B B E BN AR IR S AR E  REE R A A

F=E HMHER
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SEKE
Gaucher Disease

— R
Fo—Te /D REIBEIE S EEREE - 2REEBAMCRE —HRE 1922 L0l
A EFEIGEER% 3R (Glucocerebrosidase ; GBA) FEAIYZE TS [#LHY - [HEERE
HEE R A EPEIEE I (Glucosylceramide) 73 BRI/ N3+ » 1T L Y22 I
(RIS EERERA T8 R AR R NEAETT - A R A 5 i HE A 1 B
KB AE o B HOE 2SR FTRE & HERECE ISR sl SRt - BEEEEER - &
I~ o ) R % 358 v B < B IR

o EBAR:

H AT G @R EATRA AR AT @ BRRE - TERERAIH 10,000
R - 55— RIEE 4 R 1/40,000 ~ 1/60,000( K R ‘B AR R 1/15) ;
55 AU AR SRR 1/100,000( S M A TT A AL )+ 58 = AUEE 42 SRR 1/50,000 ~
1/100,000( 1& MEiM#E T R B F F AL ) - (B A Ef i B Y E R ENE
K 2011 FEEE 2 REE -

= EEES

Rig BB MSEERN - R E R R AT —(HR RN I
FRIEARBV A - (BE T —RE R Ao MERIRE 25% KUK RILE -
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ST
Gaucher Disease
BRPRIEAR
1o 25 HE AR PRIEAR 73 8 5%
. EE E=H
=+ 21 —F
o] Lo BHWETREE | (BHWETREE
B3R HA ZEW | FEW S5 Y
[Edi PN + o ++ + =t
BT RE A + o ++ + =+t
L= GEPERES - >t -- + = +++
HHER - =t -- + o+t
[REE 14 iR N
ISR . " P
iEH 6~ 80 ~2 2~ 60
BEX 1/40,000~1/60,0 <1/100,000 1/50,000~1/100,00

HT- REAEIR

- B

sy ZORALLEIR -

Fo = e FORBERF AR E -

PRIKEG ARAEARFIENST - RAE R B REM RS e th ik aT RS AU AY = 25 FCHIAR - o
fEsRE B > m AR & hEN

HARERAE M - SRZERE - BRTBRESR
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o0 EE®RRE(—)

My BB LRI R A ] - R TV BN IEET  BERIEIEHE S
LRI AT Al FE R AR EE R E SR - DUE R RIR B TE -

N RE
(— ) BHE&FZ1E (Bone Marron Transplantation, BMT)

CHZERINERIIES - BFERRR BT » Al DI A C R HERE R A
Hel R R B EE IS (Glucosylceramide) FY&: » (1S FUAREAR JRES 24 1R -
B2 BRI R B EDE S 1B BB E - HAHZRE 10% ~ 25% BiH
AIRES AL GRS ERY b
(=) BBZHFE L (Enzyme Replacement Therapy,ERT)

H i T m s R 5 — A S R S RS - 1990 FRIMAEHA - 75
AR EIEEN RSN 2R ES - WEEANABERSKHERE
AT A BB FEA Cerezyme® (Imiglucerase) » AHIRI{E 2 LT — K » —KERERH
N o FERESRIGIE 5 ~ 10 % - KR BE AL - (HEEEAER (40
B IME ~ [tESmeEE) 2EER4E - FLERI GHBIEEHE -

BERR LR B R A RS TR A T SRS - BIRE S & - AR
AR 5 =0 FH B Zevesca® (Miglustat) k7 Eliglustat(Cerdelga) » 715 FH /A 1A R 55— AU
BE - HuEBE Y EHE (FDA) 8l i 58 T Fof R ik B Rin
% (ERT) 995 B (TH & 5 [ BBUT IE AT $H AR B ) - B B Cerezyme®

(Imiglucerase) Jz Zevesca®(Miglustat) i A iig i 23 &5 22 ZE W& 1S AR AR 1 - 1
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BT
Gaucher Disease

Eliglustat(Cerdelga) ELil AN & 72 5E » (HiH RIEGRERIGT -
(=) RAERE A

AR AR S R B R E - s BT E
(m) BEREE

ELAEE P e B i 2 B e ] DA 8 DA B AR TG © e E Bk
ES B MERAE RS (G-CSF) » DARIEE el 2 s - Bt R R
HMFAEHIAE - 2tk o SRR R AERRE A SRR - FRE L
HRIERAEHI L R EE BB - B R R R B =RIEE - TR

PRS-
t R

Ry — 1 H B I R EE TRR I - [T - g B S e
PR E 5 50— U S e iy 85 HL A SR B — i AR - B~ =7
LR AL

FoE HMHER
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04 ETh IR

Fabry Disease

— WEE

R AR o - PAFEFHEE (o -galactosidase, o -GAL) B SR AYELAIERE -
HE—5E - JUHE Globotriaosylceramide(GL-3) i iZ4 (Ua - MBI HERRAE =
SFF I BE /Mg (Lysosome) HF > GL-3 HERRRIILE N R B - & 5
FRSEN S TS5 R PR - BEANEEE R L - BB © IS ER e - BRIt
B ELERGEE - BRR b SRR R - BB EEEER T T
EI

o BER:

B EE AR R TA L AT R 1/40,000 ~ 1/11,700 2 [ » SRR #E - £
TRINGE 1986 ~ 1990 LERINT T HH 3 3 M2 B U SP I F0G Fs 28.6 1% © FESRBIFIH
1/40,000 HYSBIEREBILEE - 1 MR 2R  (HERLOHEFRENS - G220
BIF T R & R AR B RIS T ERIZR -

R R B e 28 Bbe OO CER - BENE ARG OE RIS M3 4R R0 R
1/1,250 » HH1 86% FyFE Al » F Bk IVS4+919G>A WYL AR o 2ok 3 4= 4
Ty 1/40,840 » 1 ¥f IVS4+919G>A BL[AI# 5 (JF S AL AR By FiE ) #Y 73 A7 - S8 3R

S EL R AR S 18 BB A28 A2 SRS 1/875 » BB 70 M3 4 SR 55 1/399 ©
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= EEER

A X ttie ERREESE o —FAMEEER (o -GAL) WE AR -
RIEE R B LG 3 - A R X Elg - [ERDRE R RN - HE
R FERY X GeE g S — R EH X RO i ARG LR - & P E 29 B E Y

WERE -

g ~ BRPRAEAR -

RBEERFER > HERRERITEZR - TRIDRER D EHERTR -

ET0ImECAE

Fabry Disease

mAL

F4'E (angiokeratomas)

HHTRE SRR

HE I e I A 63 4 1250 8 1T A
NE

B ls REH/ FLEH At HA
TR e F 3 A MK RE T IR | BRI E R
gk
(BB R 1 JER LFEThRE RTREZ AR
FEuk B I PR R I R 2 I

FoE HMHER

‘ 111




£ =
o0 EE®RRE(—)

HETEHAA 160 M o -GAL BESRAVELAZEE - NILEF R EREHIRTHEE
S - K38 o -GAL Bk g HIGRIERNZKEREIAR - AT N RATR

RIER D38
E-Fonkid] Gl E:: Ll =3
MATEHZ a-GAL & MAEHZ a-GAL & IMFIER 2 a-GAL &
2PN 1% MR 1~ 100% EMH 1~ 35%

5

AE B R a2 R VR ~ BETR - KA (Growing pains) B2
IR - ELEWGRAS R RS8R - Fr DA PRRCEr EDIZ RS ~ BRI » 1Y
A ~ B ~ R RN A IR B - e PRIE 0T sl r i S T 38 3R e T
RENMIE R - HLE(ERESATEACHE o -GAL BRI S BIF Ry thhE

R

BB AERER IREWEAEIR - BIE R F DRz - AlRTseshEia
PRAVE BRI o H AT AHT AR SRR AR - AlE A AR AL - e B
[M#EH o -GAL BERTEM: - K R 2B A E -

FIH 0.5% WA 52 & A Fo b I BB A T 6 ZOR P PR — BRI A 1T # e
AR EE 2 B IR S & e R E B e L Nl - B R T E AR Z 1
% .
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Fabry Disease

FH A AT B ERE G & VL B8 - Bl sl ik AR AR ek - R
GENERE - WiEE/ NGRS E W ST AR - HITRE DR R R ME A E
REEAERIEAR - —EREAR R RG22 16/ AR -

AR

HETAI s EE R IGERE R AR L BEMATEENEY &
Fabrazyme(Agalsidase beta) [\ Raplagal(Agalsidase alpha) + 3-SR 4f & 5l A
ARFIZC R R A TR - TSR & S YRR R - BRI S MIRGENT -

t R
EEEEE 2002 FHBEALEA (2/0HREL) B AR TR -

FoE HMHER
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0 5 N1emann Pick Dtsease

— REL

JE 2 VLFISE (Niemann-Pick Disease) » 2 VA/MEFETEAE T - BAFE U R E
FEBARE R - RS RE IR GEEE - BRI R R r T - B
M b B HESS - TS poE ey B A AR - ERAERENEEhERE -

[BEVLTES B A~ B~ C =8I (5§ R NPANPBNPC) » H 1 NPA Eil NPB
HNF B #HWR SRS (Acid sphingomyelinase ; ASM) B2 - BRIEMHBRARER (£
A AEAYE /Mg - ELEEREE (Sphingomyelin) YT B - BH 5 /2 % RS Al
MR EHAYE 2 —  EHIRERBIEEER R ThRESThRE Tk - Bk iE R K22
FEMHAE T - S Rl i g8 T T 2 BT 2 B B A B HITIRE © NPA Bil NPB RYZ2HITER
BERIEMERY SR - NPA B AR I B IERE S T 2P 15 1% » NPB BE R
FVETERTE IEHTEMERY 10% - NPC B2 55 SMad BN [F] - FC 20 H i L R fE ok (3t
A L M ] e L EL AR A T+ ot ] e S R A P B AT e - S 2= A9 fIE
B RAIHERE AR D - Eh oM B B BR I S B IR B O DI RE » BRI i s AT NPA.
NPB [F]—#EH R - (HEE R SR i H R NE R - HETH 95% HUEEER
A NPC1 EL[RIfyZes# - 5341 5% ERA NPC2 fyZe o IR G FFIRE A -
Rl =IE T -
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BEUL5eiE

Niemann-Pick Disease

- BER:
REHEER AT GELEBREZSBVRRER - EERREREE AKX
ANIFRIRE - £5# - E2UwEREIFEER - HpiliPlCHES -

= EEE

R R ORISR - o E KRR —(EZe B ER - B ER
RIEARBIE A - (HE T —RE—RRAN 2 MEBIRE 25% HIBERERILIE -

A TUER BRI EA Y SMPD1 BRRIRRER - REEERIALFAEE 11 SR tulE |
fEd C B EHFURAHBARYEE R NPC1 IR AR5 18 SRk Efe b - HREFEH
B RERE R B LIRFIR R R S B T A TR A -

g ~ BRPRAEAR -

LY G anEl BRPRERIR
AE /R 3| R IR R R AR A TR - E RS B 2
(REBER) FELERT ~ 19 fili 5 25 il B B R o o

T fi e e S B S A e 1 SR TR R AR - AR fR ]
REHIR=IE - BAIRYEIZAE 3 ~ 6 B H KHF - IRET

FoE HMHER
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o0 EE®RRE(—)

LY 4anHA BRPRERIR
AB(FE) | EE/NRSFE | ErbEL o SERARPEREA - EMRERTEE -
(RERER) BEtaBR BT B TR (Foamy cell) ; ~ /NERTA:

Al ~ M/ MRERFEESE - RZHEZEIRR RE
A 2% B A B R 2 B AT HH B AR AL BEBR (Cherry-
red spot) ©

BEEEZHIE T BN ERT R - rIRE s HIR IR
AR

SR SRR © DLASRITET - i HAR
BN - FrglimEnt - (ERE 2 RS OHE - FE
HEEEER - EBER 6 HHR - BEZNIHEHETE
R B > AR RAR IR E AN - BRI R
M R

B & AIRE RIS E]
BRI E

PR ERA -

A R S R R R R B T - AR ERIER
N BT ARG RAE IR tH i i - Ik 2l A6 3 O e S A
AR AEEMZEEGE R IEY - EREZEI0 -
FarHthE A -

W BEE AR Ry IR I - o2 R R 2E R G A 5 [ERY AT
MR - o A REAENT S T RE O BB G 2 S RS
WP N EE o BEERMFBE ARERER - HIL &
NFE LR
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BEUL5eiE

Niemann-Pick Disease

LY G anHA BRPRERIR

(6] SamHEBER | RZZERE A BIUANE > ZEYE REEE -
Ko i A
WIS - R lE F R AT (BA T IR 1

SR JER R DA R A R £ > AR R =E
FIREEAERH 2 ~ 4 {E H - FFRER 2t -
I o B SRR A B2 i R P B

RS SR A 4 e i T2 RE - BB R S
[EEPARE . Iwab:E - EVERE U S HITE SN S
SLEATAERT - EEIEERE R LLR R - AREnAR IS0 E3E
FHAEE -

HARHAE R A REFR ALY - A RERAYEE
B BB > e 2dnEUNE - 2R
LA SRR FIE SRR HEVR - 3858k - 28
PEBREELE REN 2 -

DE HEH /N 20 5L | BUERVIEREE C RIAF{EL

52

HREEREREE RN - BEFOCEEER BRI - WHRE R =
DA B2  JUAE A ~ B AU Al ER I B R R U Ay » DA I L el rE RS 2 Y
AEAE BRI A RS B AR B 2 T 1 » C BB RIFERBAE R - DUETTHIAE A
e [ 2 1] 7E (Intracellular cholesterol homeostasis) &7 Filipin staining Z¢ g 2  [Hh b
AR AP Edlr - DUETTZREEL R - 5 R R RS TR oo
FA - AT — BaAE (22 A] PR B IR B Rk - DLETT ERTHYEE AR A -

FoE HMHER
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=93 Eﬁ )
o R (—) ;

N
J\ Y /Ol -

BEAiE H TS ME R R 5 - FeE SRR R o — PR - A
eI EHEMAE ~ BERMiORE - BEREREER T - B B LB EIER
HBTE AR 7514 (Recombinant human acidsphingomyelinase ; thASM) ifi .
L A B PREA B 28 RS B » $A C AU - HATHIE —#74E Zavesca » ELACEL
SRS H ] DUERE B E THRGRLAREAR -

+ 1A%

PERfEERE - i rTREAR U BAAA 3R B2 ERYIRERE - 53R AliSHEE B2 AL
BAIRyEEE - DUT AR B R RIRLEIREA - S EERSEE - R
MEE b DR R B2 R ERE - DU AT ERR LR SR R 2T -
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0 6 BRENEESBRRZIE

Short-chain acyl-CoA Dehydrogenase Deficiency (SCAD)

— R
FEFEAR N ER U R R RS B - MR SIS R R - 22ETH
EANES o R R A Bt T EFE L E AR A3 A R rTRELL AR B P AR Y

an

fEksE B —% 1k (8 -Oxidation) HETZ R IER AR B HEST - AERARE 2 —HE(R
RAMREE » AL DU (I AR — (18 B AL 2R < 98— A A A SR E a8
B : F Acyl-CoA %[5 Enoyl-CoA ~ 3-OH-acyl-CoA - 3-keto-acyl-CoA fix{% Fflal %
Acyl-CoA « (RN ERERIIEIR A R TR 2RISR - 52 kR
FENEAN P S s th B R R

FASENE IR S SRR ZE (SCAD) J2 Ry & B R SIS I R e R 38 4
ERIBPTIEEY - BRI R - R8T LR -

o BAR:

B 58 42 240 Ry 1/40,000 ~ 100,000 {45 - IRIESUEER S - 25068
S EZFI BE R 25N B FRAE (Ethylmalonic aciduria) FY3RE2 - (HHHRE
20 NHEHERIRCET Ry SCAD -

FoE HKHRE
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S0k

o 5

ER&E®(—)

= . EEER

FHEENR I S SRR ZIE RN 12 HEE (12q24.31) LEadE L2 R
FESEIENT IR R AR TE R - R ORI ILE R - RERE
FREBIEL > R GRARIERHAE - BE T —RE—RA2MERA 25%
HBE R FRUELE -

M -~ BRERIEAR

REREATVE RSB A IR » BRARREEEERD » Wit -« F R
fERE ~ WLAMES) (Muscle weakness) 5352 o & BRI R » AlRER
5K - EESIERRIFIBRMESHRS o Kok - SCAD BEEA
GARMBERPER - [ LA A R REREE Ry = SRR« Tl A #4422 2 1Y
FURRIMAE S S M & AIZER] - hATRERI S RSB -
5~ 20k -

e SR R A RE R SEE 2R EREL i BE
C4— A (Carnitine) 2 —THAYIREH EFAYIETE o C4— Al IR B9 R E
R H TSR I e QB R ARE - ANRE IR 8 Rl E
A 0 ISR IR TR S BN BT Y - fERE DB CA— R R I EE
[EFEF#HE - fFEPRZE L ATERRERRREES RN RS
(Ethylmalonate) Eil FH 5L T % — FHfS (Methylsuccinate) FZEYI G © [ SR 2 B
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FEREREANEE RSB RIRZAE
Short-chain acyl-CoA Dehydrogenase Deficiency (SCAD)

7 2 IRy 5 DR e e e b ) R R R R R (Fibroblast) o i M R F) A3
IR ©

ANRD=t;- 3

TEHR T R s R R R R LR R SRR - ARSI E R AT AR
DURE - EERITHIRIREBef TRET - DUl S S MRS E - AR AR RS K 3%
PEBRZHGIRDL - HIEEE R TR -

t R
RIAGH - et S R AN MR RHE - WEE RS LR
BRI - DUBER R (VS8 ERYEER -

FoE HMHER
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Adrenoleukodystrophy (ALD)

B RSO RE
07 ;

— A

Siemerling 1 Creutzfeldt & 1912 4 £ B E2HA | 28 F B - R (1 BT A0 29
(ALD) BBl » MRy X G i RS M B ARG - RS A
R RSEE YR (Peroxisome) 7EIFH REAEEANI ARSNGB (Very long-chain
fatty acids, VLCFA) » FfFll & C24 ~ C26 HURH L3 4E B4 - EH#E N VLCFA £
HHERE s VLCFA R RIS VB TS RIR S - (2 Al A R AT R B B
(Myelin) » SE[TRARETHRSEE - ST HIERHCER_FAf 4

ALD ] BETE AN R 4 A0 37 » R B R 53 1 - DU BLAL Y 51 3 R AU
(Childhood cerebral form) [5 * AIFHER T 7 5% » G RTEIHEREST
M#EE SR Mthsed » 75 1 2 EZAEAMEY) R » SBEEZ B REBEN
AN

B4R
TEBUZE B 22 2 Ry 1/45,000 Z HE3% - HUIE LY R F B ZE RS - B (5 T E

54 KE/ A 1/10,000 LR o

= B
BREEFERR IR X et Y ABCD1 » DA X et M i v 8 i s
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B LIREBBXEIE
Adrenoleukodystrophy (ALD)

BEAE 85% /B ZC A - 35 B AR T — FGEERYBR © 2254 50% AR
ZRPOR SRR B DU R BUR B A Al - 57Tt 50% HyE B E 2120k
HI - HRBERE R X O - KA sbaE &R0 B #E - 107
ABCD1 R £ A2 MEAR R 2 BERAE IR - AR1TT A 2 B ABCD1 ZE Ak e iy 22 1%
AR 1% RS R I AIAEAR

m -~ ERPRIEAR -
ALD AJREFEA R 39 A BB g 5 B KIS AU AU PR ALD 351 35
~ 40% + HWALEFAE 4 ~ 8 BR8N - ZIRFEE K HEME g FWek - 1
RERRCETIR 1 2 FEECRIEY) JUIRRE - B F EEZ B R EENIET - BAF %%
FORER S AR R B AR BB MRS % 2 (Adrenomyelo-neuropathy » fifE AMN)
HIA 20 iR # - BE A P EmRORL - WEX AR ERE T - 596 10
~ 209% (1 8E & RIS BB LT S BUs S AR A1 BT S Pt - REEELER

\

DAl B E 18 (5 AT E EA SR AR - 7 U DA e e 2 fre B Vs B L e A
B ERREREE 2L PIEIRN R ERE R - MR © EIRREGR - )
PR TREEE - FEEREER - AT S AR - R REATETER
BROC ORI RIS SRR I Bk

FoE HMHER
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=7 = .
" RRRRA (—) -

EaRE] -

FHRERR R A Z RN - BEFOEEENRAZ G - SHRE =R
DA BR2 T - BRI AE AR (a8 VLCFA - BCrTHbiAR s VLCFA B9 & & - DLK
B EMEER - (BB ERRCE R o A n] b ELE i A (NCV) ~ B R
H ARG AR 1 A SE 22 [ LSP RIS o T APl - DT 2 B R i b
- BHREPREE TR RE RN - H T — e e 2 nl PR IR e I
K DETTERTHIE AR A -

N RE

N2 ETETL - "] DL " B R VE 9 (Lorenzo's Oil) 5 IR FEHE N & Bk
VLCFA - {H 2 ffi = 1 1 5 IS ET CLHERRRY VLCFA IR A TR - MREIEROAR
FE AR B TS 2 - S AR RN BRI 5 LA - AR IR R HHER AT T i 48
SRR T - BRI H EiME— AT RERIGRy 5= ([ERIDR GRS
SH =R ERERE NP REEOET - BRVER HRTRITERR R RS EL -

t R

PETRER - BRI A B AT RERR BT B G R 22 ERIERE - KR
AIAS B ER R B - DL T B E B RR SRR BEE YR, - B R R
B - fERIIGE - - DB Al A R - DU A TR LIS 2R
YT -
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Sulfite Oxidase Deficiency

SHUER RS
08

— BEE

B R S L (Sulfite oxidase) ~ =I5 45 {LEF (Xanthine oxidase) DL K 2.1
S LEE (Aldehyde oxidase) =Tl 2 (F Ry ETTHRIH (Molybdenum) fE#E A
V)RR (Cofactor) » ik Z (£ — R AT RE & S B lE N F I (Xanthine) 3 Bk
R (Uric acid) ~ BRff L (Sulfite) #E53 pC AT EE (Sulfate) DL HoAth B AEREFZSZ0H -

AH it R B & (L g Bt = (Sulfite Oxidase Deficiency) + S iy bt & BR IR JiE
(Sulfocysteinuria) * 1967 4 » Mudd <% & Fifi 8 i 21— 4 A B iR (L Bk iy
B EALAYIRSE - FEIRIRH DB SRV R BR (Sulfite) SOBKAIRRELES (Sulfate) -
MBI —H

— AR FEAITESE 12 B RE (12q13.2) B # LAY SUOX Z A (Sulfite
oxidase gene) Ff7 3 22 Y 5 fii Bk 8 & (L. (Sulfite oxidase) » AT {5 f8 Y Y HE i R
(Sulfite) B (L Ry il BLHE (Sulfate) s — HEZEERIA ATk 8 - SHEEERAIERZ - 5EHL
TR RRA R HERE - GEMIBENS M RAMBEERE - REEMC -

e e g R R M B R - FE[F—(E 5 - ATRE R MR Y ol
BT s Mudd(1967) 5 ABIBFZEHZH - 5752 5t BE ORI AH R E IR T T Y
FIE o Vianey-Liaud(1988) % A\ FEAE— T HLE AT A # S M ER R pEH - B TLAL
R B TEHA I — B B S B b ke

B4R
[PLE 38 A BRI - BV HETHH 50 M EZ PR K - MR A ERREAER

FoE HMHER
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8

=0
" ERRE (—)

FIHERE - BUEC YR EEIZE RP - S5 H Bl 78 42 R/ NfL 1/10,000 AR -

Ry— s

VEBIEL

RS - HERRTWAE - B I6E 25% IRERAE TS

50% HIBERZIRACRE—BRAVTEAIE » 25% HIUBERIEE -

I~ BRPRAEAR -

EN ARERHVEMRIR
WHEREE | 1256 (Brain atrophy)
= 4%5% (Dilated ventricles)
LHEER JI38{K (Axial hypotonia)/
VO 5R 73S (Peripheral hypertonicity)
B4 5 A B R (Infantile hemiplegia)
B LR (Ataxia)
FEFIRAYTE D) (Choreiform movements)
B EHHAD (Major motor seizures)
AR B 7K EBEEL(7 (Ectopia lentis)
Hith ERIELE (Development delay)
EriE -
it

1. PR AR -

HTE PR R EREE S B (Sulfite test) SARTIERISE:

126 ‘ F=F HMKHRE




LIRSS CERiRZ
Sulfite Oxidase Deficiency

2. MR B PRI -

BRai IREREEE (LB (Sulfite oxidase)
PR (uric acid; BU) TEH (1.5-6.2 mg/dl)
& (Total homocysteine; P) T

FLEEE (Lactate; BU) T

el (Taurine; DU) s

Wtz EE (Cystine; BU) L

LHTFEE (Sulfite; U)

Tt Z % (S-sulfocysteine; U) BT

WA EREE (Thiosulfate; U)

3. i« IEEERINETE - SRR E S - FHERE ISR -

4. FERIETERIE © DU BE YT Frfeofl ne b FREE (LA (Sulfite oxidase) HYTE 4 - ] #&
REERATE R -

5. F:AfgE - A TEVE - @SR SUOX AYZEIAlHRA -

6. FERTRZHET « A ERHIHEZIEREEER - T —fa TR E T DB BRI
HELT AT -

— VAN .
/\ AT "

4

A B R T DLEH S 1 (Betaine) - #8 fi1-F B Z R (Homocysteine) 5B [ & % B2
(Methionine » A5 Ff | 4% ) DAEE#HTHIEE(L (Remethylation) HIRETT » DA
Wz ER (Cysteine) HUE - S RE A I e (K3t B HE R AY RE AR (Sulfite) - fEERRHY

FoE HMHER
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::IL.\

ZR&HR (—)

oy - AlEVEEAG RS A IBRAEESSR - HHEANERESE -

tEMIERE R - #6T E B & HIHE R 3% B1(Thiamine) 7] DL F i A 50 fift Bk
(Sulfite) HYH &Y - {HH AR A E—ZEY T LURRGE [ZR - EEYELIERE
PRAN - B R

£t R
FHR H BT ARA AlEREIEEY) - NI ERRZET R - B T r] REbBERAY
LMt - MRS —ER RN EERENNE - AR T RS EEEE
» AR R e S iR Moa - G4 THERZERIRSE - TR s
HOEH 25% KRR Ak 5 E R HIRILE B H R - HREk B R IR FE
Al - BN RERZRI - TG 5L /K B IR E T B R AT -

Z2EEHR
« Sulfite oxidase deficiency in man: demonstration of the enzymatic defect. Mudd SH,
Irreverre F, Laster L. Science. 1967 Jun 23;156(3782):1599-602.
+ A new case of isolated sulphite oxidase deficiency with rapid fatal outcome.Vianey-
Liaud C, Desjacques B, Gaulme J, Dorche C, Vanlieferinghen P, DechelotteP, Divry P.

J Inherit Metab Dis. 1988;11(4):425-6. No abstract available.
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Hereditary Fructose Intolerance

0 9 B BIERIERTE

—  REE

Ry — TR e R MG B TR - T A RSl & B IR I -
IR R A TE (LA SE 9 BB (9931.1) YetiullE AR5 REAERE 3 (Aldolase B) 5
Izt E ik = BEfE R SR - SRR E —1— MR (Fructose-1-phosphate) f##2 5
Ry H RS - RIICEERID B PE 1,6 ZWEER (Fructose 1,6-biphosphate) » M iR E
ERGEBERIFLER - A5 RRPE—1—W#ER (Fructose-1phophate) FUHERS - SfE—1—
W R Y HERE B I T B2 N OB FR - 5 [ BB FR IR (Adenosine monophosphate;
AMP) fRf# DUk PRER (Urine acid) B3R - fERMIEH ATP FEE{EE K R RERR R Z
BEFFRIfR B IR BT A AR ATP - B L8RV L R LRI AR R OB IR 3R -
EXmERESRE

BEAERESR (Aldolase B) B:AIZE LB MR ENIHERFH S L - EREZRE
Wl - AR RE DR 28 o - W A E T RE LAV E R R B R g
BERTETE T - DAURE A ERE TR -

T B4R

FoE HKHRE
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£ =
o0 EE®RRE(—)

= . EmiE
iR EEEMEE - BRI - F—I5E 25% HIERAE TR
50% HIBERBER A A—RRAVTT R » 25% HIBESRIET -

g~ BRPRAEAR -

A — HRRG M S R RY) - AR INRERE AR S BB R TS
PG HIBUEILRE ~ BB - WO~ @ BRERL B SER - R EE ]
REEr A H RMEZ R Ry - —HEZSRERYRE - BEEgHEAR
R o AFRRIEA - FFDhRe RE FH S - INERE =BT -

ZH -

TR EE RPN IE - FEAAS LU E IR LR B A B R i E
B - —HESEREIERPEANWE - EIARRSRENEY) - IERIEZARERA
1SR0E - SR 2 WG ERZAE T DI RE W RHELT - B BB FRBE 2R TT7]
AT o FRARIES A TR E 200 mg HYFFE RIS B A SERUAS R - (H2HREE
btk - HEEABERTRT IR FRE 2 ST

SEWET 2 IS0 BRI S AR M BRAER G2 - BURNIER - e 2EASE &
Rl HT (ALDOB F[A] ) 802 HIE AT Al i -h Ay BEHERE 3R (Aldolase B) 2 FE=RTS 1
FEFRIMERFNE B R e 2 i R B R T IR AR IR - SRR R AT a T BErE
fifs A I FREAEEESR (Aldolase B) (24 -

£\
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h

BEMEREANME

Hereditary Fructose Intolerance

N RE
HR-UIEARE > TR - (LELES (Sorbitol) FRY) - WIE R REE LR BT E
B HFEARRIF DU RE S AR Wk (R IEH -

£ A
IUE (R 258 A RAF TG R -

%

=1
=

X

I
=
10

EOX

F=T HMKHRE
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Fucosidosis

1 0 ERERHER (ERE)

— AR

Fo— R ZE/NEREERF  FERER o —LEREEHE (a-L-
fucosidase) Yk Z » AESREBAETF LRI SBEIZIE o -L AEEEN (o -L-
fucosylated glycoproteins) ~ FEfE (Glycolipids) DLk ZiAfE (Oligosaccharides) FHERS
HETEHIBAE R a -L-fucosidase 1 gene(FUCAT) (7 fASE 1 SEYL fE b4 N7
B (1p36.11) » fHEER L TAH A8 22 e g g s iEr) 54 -

- mER:
ZIRESEAEK 100 HEFIHHREE -

= EEES
BB RS B - BAAREERE - FIRE 25% PR AE TR
50% HIHERBIRACRE—HRIIAFIRIE » 25% HIHESRIEH -

/g ~ EREREEAR -
i R _E BB BAEAS B RS B T E - BIEME B (Angiokeratoma
corporis diffusum, ACD) AR » HAR=R B4 0 i B & bE 2 AR ie i R m g o
B R E IR 2 LS ¢ R IZ 1R Y B Al B 5R (Tela nglectasis) ~ 3= 2 %% i
(Acrocyanosis) ~ R EHEEEL - FENEMBELCEZNE - BHTFREE KT
e B EE -
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ERBAHES (HRIE)

Fucosidosis

BT ReRE DAY B R AR W R REERE © IR LEZE T #oR A
ERIRRTL ~ R ROBN « KEMERITTIGERG - FENHERET L - NI R
LMK ERAR SR A R =R
(—) B JWRIERRERBIA LB ONEEA AR - 15 6 {5 # A B A

FiiE WEALIEIY » ZBRAKIAE 10 4l
(=) B8 WRIERRETIR L i D DB E T R B - i 7 A L1

ot w24 Aariia Ry 20 ~ 40 £ -

(=) E=A1 : [RATETARSEE L AR PR FR B R — R B S — AU B Sl -

£ > n//\

ezl b F Eh B HE R B AR B (E R AR R R EETE - RS R T TR
e DMglEYE S B REE - HEE—-PRIMRE S ETE
FHHT 0 DUK FUCAT R A -

N AR

HEh S R riai A - FLRpliE s aaamiiees - #oE
B SRERE AR DU B AR R - (HIE SL TR R AE AR I B HE ER AR B HOME AR ik
FeitELT - AR S T B B A Ry » FERZK - tHFF R BRI SR Fe i i
B -

FoE HMHER
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Primary Carnitine Deficiency

1 1 R 38 NER TR 2 E

— REE
lEfsk 8 —% AL (8 -Oxidation) HysEFZEAEAL AR HETT - [ A (Carnitine)
RIS SRR I B T ARLRR B RET AL - B (EEfEE W R R EP R - 0

AT i P 55 5 R M R SE 5% (P B i 2 B Carnitine transport 15 ) 5 ARl
e lfle#s & (& EEESE © Carnitine palmitoyl transferase 1, CPT 1) 5 #& & % (A5
et ARIAR B (B E ¥R © Translocase) 5 LUK ARG G B 73 it (2 B RER
Carnitine palmitoyl transferase 2, CPT 2) » DLEARHIEE £ T 8L » & HpigLE—
(EEERERZ S - M BRIt -

JE 5 Mk A e B Z O BB E A R 5q31.1 fi7 B | Y SLC22A5(Solute Carrie
Family 22, Member 5) £ [l fift [ » 5% pk 5 3 B 2l M 1 B 69 phy e o g 26 &
OCTN2(Sodiumion- dependent carnitine transporter) » EE A fi FH R i s » SE R
BN AR Z -

AN A A R Z IRE - R R G R ARTAR SIS BE R RRE - RIS B R
SRR ST B —RALMERMEE SRR - AR B MRS LRSS -
FERGERG O ~ FRERHRS AR R LA B SR 2

-4 3
EIELE H A 8 42 57400 5y 1/40,000 5 AR ARy 1/37,000 ~ 100,000 ©
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RFMEARERZIE

Primary Carnitine Deficiency

TEEG E R AR WL Emf et 7o 4 5 e H R 3 Ik I iR = iE 2 (5
B SHr A B2 B AR 1/6,7000 - T REELZ FEA=R s 1/33,000 » HAEHETTIR
AR ZEZ EH] - rIRERT DATAP MM H R E A D IURR ZTETE - ARIMAHR
W sEse - BN B RAYZRER, - IR R SR E i - 20 &
PRFT L > AR SR R RE R T AU (Founder Effect) | » SEEUIE LR
[ it e o R A SR Lt e Ry sy

= EEER:

RigimRMEE  BCRERWERRE - RS —RaihERE AR
g - A — Rk ENERERHRIEE > g #E - BT -8Bz
e 25% HIBREEE » 50% HUBRE IR — AV A » 25% HIHR
1k

ik

g ~ BRPRAEAR -

BUAE FZE R L~ FPAE SR R B #8 =T ERIER 5 ERE I -
B Ty A AR R M (PR Ao s a8 - T VS ERRRAL - EERR
B AL -

ERBERIRFHIRG T AR TT - 10 3R A PR i e 2 - T BE R E

FoE HMHER

135




£ =
o0 EE®RRE(—)

B 28 R R R PG THRS T RES F RUTE T © HeAh - RIMERIES MR IERIGER - 5
SET SR AT IEA ~ FRIEAE I8 M (Steatosis) + FFTHAEFE S T K B I EUE

TR T TE - BORHY BE Al RE N BL O IAIE R DR 2 - I 5 R
%5 -

FENLAGIE - & HBESS - ILAESR T ZALA D RIEE © thoh - Wiz
eSS B RE N R - SR E R EIER - &l E TR E R
AR

HEARTE AR RAE =AY R i R RIS AR 225, (BB RITHRE IR B A 2 2%
B RHCER R F2E - EEENSE — R T RE & S EURE -

ESRED] -

FEBRERBEE L rIREBREE MR RGP ARERE « & - Mk
PRER - FFThEE » BME « IREE ~ CK (JUITER) (B » FLER R EEMTHREFHUE - 16
ARG S - XOtFERBERE - DLT e GHE ORISR -

RS L RS Ry - DAl ey a1t - s 54
PR TR P A A )

ERTE PN " BB E (Tandem Mass) | F9HE il € F A8 4= S g I - %
AIRERRIL R AR R I A - DU IR BHa - TP R D F e B 4R
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RFMEARERZIE

Primary Carnitine Deficiency

N RE

fEiaE L PR AT O RfETS A - TR RS #AE - DIVTER
Ayl o B SRR E o AR M (U H B e g B e - B ESLAS T A
EIPERHIKETY ; A O RILERSE - AInl S EF IR Am - DTy
Wig =R - A AR EE N RO NE I ROE S 5 R - RETGRAESE - ATLADR
A TE A

FERRATaRFEE E > WMTEE AR ERZLR LTS ES £ 2Efh
RYIUEE 5 fEAG TSR - (S LIREIRER LAk - WAL bR T 820+
i - THEERVE - ABATHIE T BN a] — R - DL AR BT A i R 72 T 28
B EBAEE - ERFEBEREH ; SerTd A EBPIRIPIREN R ERE - KEH
RIRZETE BRI R I #E -

t R

B PR TR E R RRENR - (BB R fLE  — R EeRiEn T 2
SeAE TORNy - DG S AR A E R ITREE0E REMERIIRLE - BEFERS
R AR - R R RS #L  FARBERTEEEROEL -
BT E - SRR AR = -

FoE HMHER
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RIS R L
L2 E

Metachromatic Leukodystrophy (MLD)

— REL

I B 2 AE 1933 4 H Dr. Joseph Godwin Greenfild iR » [A] L 5 B fk
Greenfield's Disease = HIfARF I — I TS HLAE U Fr DS SR L B - RE R
ME=En - BAREE - R SRS A E R -

it FR 2 — W& JI§ (Sulfated  Glycolipid) £y & sl i A B8 8 HY EE B 7y - EE 2
RIEE 22 S S R B 22q13.33 (& _EAYZERBE - B Z 53 iR i B B — B8
i #J ARSA(Arylsulfatase A) ¥ 3% » 804 B2 A ALREE 10 SR AL G EiG(LE
F PSAP(Prosaposin) [ & i ik 18 - 52 ok i % B — i i (4 H /2 Cerebroside-3-
Sulphate) #2543 » St 77 HERE AR AR T IR T AR (/45 A B v Al e
&) > TEMEES MRI AR AT BRI B AR(LRIB 52 ¢ BERIERIEYL - iR AE
B KRR AN DI REE R M Ak

B

s BAER:
AL FI Ry 1/40,000 ~ 1/10,000 N5 - H i AE B R BUF N5 22 7
BAEIRBIZE 4= 2Ry 1/10,000 DL T -
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ERMEBERICIE
Metachromatic Leukodystrophy (MLD)

= EEER

Ryie R R - AR ACRER IERRE - & — AR
rouis - RSB —REEE EERERREE - FiIAg 8K - (HE T 155
7 F—HEE 25% IR R EE » 50% AR EIRARE—ERINA R  25% /Y
PERIEH -

I~ BRARAEAR

BB ER] - FIREAES e R - RN - LR RSEE A
TR o R TRRREE — P B2 R - (S E B S R e i1 5 WIFEga ]
REHERS BN  EETI TR  REEER - 8 MR EE NS HIREE L
AR~ PSRRI ~ o 5 BRI - mlREE AAETE IR R - iR H R
A BB R IR DU =FAEA

FoE HMHER
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£ =
o0 EE®RRE(—)

LY B

FEARSRIR

iz

Bap5E | L6 %

BEEAHA (18 {E H B ) 1Y
BRALIEH - (HRER
R - —FtnE IR
SR = BhESER
P BgE BORAL (P RE ML
Bl BEEY
BEREE RS HoAfhE
e - LATIREE A
EEMEREE - i R
BT R T%

1~ 2 84 o

W RZERS
~ 10 FERNIEL -

HER 6~ 18 5%

S AT AL IR -
—PBRHRSEDL
fo o TR g
REF AR - B2E
FAT Rl ~ SACEE e
HIBR ~ BRE T R HE
ik - BER 6 ~ 8T
AIREG B ER T -

HE R 2B &
10 ~ 15 N 3E
[‘: °

Pk AEY 18 B AL

i
ol

ARG E AL —
pla e S BN » P
ek 7 F B (E KRR AT
PBsE - R A ATREHIER A
e B T ]
REg AERET ~ Al
TR BT ERI
iBE - AR - RAL
WIS HE - FERTE RS
FiEIGEBRES] 0 (2
B 5l B

RIZKATE
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ERMEBERICIE
Metachromatic Leukodystrophy (MLD)

5~ 526 -

Heratalg A3 EEBIETZEIR MRURE - o] LSRR R E8'E
{t. (Demyelination) ¥ 52 - BHAEARMEFEREEFREET - 550 - /NEZiE
K JEF R (CSF) hEHEMINERE R - milHEy) Fa] DA SRR E
W BT EMETeE B FRRAEIRAERL - (ErERSR ) RE B TRER 1T -

AR PRI ~ EIIER ~ M0 - R R REAE 2 RETI I (Fibroblast) A< HIE
75 B ERIERS (Arysulfatase A, ARSA) FIEFSRTE I - ¥IBELLEE n] JeE TR R
I E RIStk - B M ARSA BESRVE TR R IEH A 20% » [h4h -
ARSA BRIt A BN 2HE -

N RE

B M ERAEARAYEE - B B n] R R AR 5 (HIESNThRE() AT HE
GRS o HRTHASHHE R R  RI H B A S s Al n fT RIS
o ERESHEHEMR M Z B - BEEEEMEIR - — k& 6 IR AU
2L 5 WG E e n] LU FHALARRSET - A2 Bom A R]FIIA Vighatvine(—TEHTHIAN
58 AR IR - ISR RFAZEUTE - R  EERE R
HALIGE DRVCERTRERY - HETRER Mo s R B R a R L E TR AR R -

Z2EEHR
« Form of progressive cerebral sclerosis in infants associated with primary

degeneration of interfascicular glia. Greenfield, ]. G. Proc. Roy. Soc. Med. 1933,26:

690-697.
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Mitochondrial Disorder

1 3 RAREERR TR

—  REE
RIiRE e S e NHIELRER (ATD) BT - BB EENECNIESEER
HA - R " HIIERZEmER , - EeAn TR e SRR

FEBHIRE R TR BORHY 28 B M 7 A -

o BEXR:

FEA Rl R R AR EE VB H AN — - DR AL RS - (S Bk
AR AR BE B2 - T R R AR S N SO 2~10 {ERZERESE DNA - SR{E R #R IS
DNA #6554 RER AT REE -

TE 15 18 H B AT AT RE B R SR SR f AH B R IR L 50 2608 » KR as s O
A ABUT A5 FE R 5HE 2% 5 B A 300 ~ 400 {22 166 iR fe SL A B PR &
H T BRI AH BRI I BT T84 1/8,500 -

= - EEER

AR s ChziRfe ) HhAY DNA #4: 2 - KA e R B 0k - (2
WA B2 K B RSB sk - W B AR ERE T B R RIS
G B THIRERE A EE AT A - WA S IR ER S DNA 2EEE
HEHBER -
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RIARBS A

Mitochondrial Disorder

g ~ BRPRAEAR -

MEEFRNS - ET AR R ENE NEH TRERR - A5 EREm A
MR FB (AN RN ~ g ) AR IRR RIEER (ARERE - BH&/N
%) - RifRfe DNA fyZe8 Bl S2HE S —EMEA FRIVER - K2 @R
70% RIfRAE DNA 45 588 & i sk e s -

Han BN FEHEREE L RHMAE A FREEAY 2

RILRIERAL BRPRAEAR

DERE  JhEE o BRI - REERE  FEEE B 1S
HGE RN FEE ~ P IIRERE T -

A 25 e AN [ P AL A g

1B OWUER ~ D EEE R -

AR AR IR T2  SMRERDUGLER - mimfirSEEs - mine i -
B HIVEDIRER T

AT B FrIgER

B8 Mt ~ BR  RIEIGIHEE

Rk B BaPRIm
e THRESLH,

Hftt | EE - S EEGEE - B IS -

A& &P

ok

FoE HMHER
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= 58

o/CA mﬁyﬁr—(_) 1;
H-72

FEFERGARAEARAE - i1 E—Libhie s - ATAE M P FALRE - IRERE
PR A TR ~ WLATHRESS - IRHIMERR TR MR i ie i =2 E B AT Bl B A . -

ANRI=t; -3

Bei H A ARG TG - (B2 BB SRR iR RS E H e % - Hoalst
BB BB RS RINEER D - 152 R 7 i 3 e B G R A R o T
ZE o REPRSCRAFRE - BIEHRPERAIER - HAERGRER 5 [RAVER - EH
G RAF A REER G A SE Rt RS -

e 2R | B R AR SR MR B o B B PR R SRR A T HRA 6% - AT
SERARBE IR FE B E B2 FH B Q10(Coenzyme Q10) R E A BIaE - BRZ MR
EHHEAHEKEIT Complex I fll,/5f Complex II #YEE#H i f% % % (Riboflavin) 5%
FFRER FTBhaE -

t R

FHIA KL AR B R A R A AR R IR - AR ANMERTRR » (HEGEF
FIBERTEA 20 ~ 30 FHIEE 4
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i

— R

EREEHSEEE Porphyrin) BLHATAEYI B R ATE NEELF LEIL
R IALE E Al tR  S2E 2 AN GRHKY) - MEE (Heme) HYHT
B - A& RN B B SRS TR S S S iR R SR s L T BE ) S e B Y
SATH

BBEBREREAN— > FEERRERIRR > EEERRNRAZERS #
€ o BLESR(ERF rlRe S B E el rikil - BRFEZEEEE - kb - EE
KA Rl R EREERA - SR G U B B R R P A AN [R] B SR BRI TG A -

TN BAR:
MRAEEG A 5T R 1/300,000 ©

= . s :

A R R E SR RN - HRBEREEATRRE N - K2 R OREEE
s R ERERIEN T8 3EY) - (LEVE - SR RERIMGR R IEE =R
FITEL -

FoE HMHER

145




S0k

8

ER&E®(—)

I~ BRPRAEAR -

F7 R R YE UL - B AR R S AT
PO~ ROk - T LA R0 - e
1% B (s R -

IR M ~ (E R

PRI R

SR - LRI et
B AR T

B PR L4 X" 3nd
RIEERLE I R 0
B et o

NS LZREIEUR=RtS

BEAMERFR ERIH LUT 7348

i) RPEEER EEEX FEEMN
SEBR IR EE P
Acute intermittent HMBS ﬁ;‘jﬁ%@ﬁ;‘j TS A FBE T TR
porphyria (AIP) L
EEUELRTE i vz e | S P EOE TR
Hereditary cpox | MEREE | e e e o e
BE HE SR

coproporphyria (HCP) Rl
HEUREKEE i v iz e | S DI BBORE R

. . %7&@% ML TE —
Variegate porphyria PPOX g 1B 3 R Pa o RURK
(VP) e
Acute hepatic porphyria ALAD %éﬁ%ﬁ% R P B R
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REIE

Porphyria

R Raix | EERX FEAEA
BREMRERSEEE ,
Porphyria cutanea tarda UROD ﬁgg%ﬁ% 7 & B oG UK
(PCT) e
SERMATMIRE PR EE
Congenital ety ST
erythropoietic porphyria UROS it PR HBL R
(CEP)
MIRE PR EEAE -
Erythropoietic Ferr((;;]:zlzjeg)tase ﬁ%égﬁ% B RS 5 ERURR
protoporphyria (EPP) =

2
MR TR AL - 2 Lk TSR EERBEATRRHESN - R G AHRE
B i A DB TRERS KB R2 T -

I\ RE

- R SRR - I AR A -
- PESFIESRIMATS «

RIS T -

- BRI -

C RMEANS - B E I -

C R o

FoE HMHER
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ol
ZR&HR (—)

\

WRESENEH oLzl TREAERIZEMAZEEY) MR
HIEEERAME R ME

BEZEMEEY AR EREY
AREREHERZNESR pEA N e
Griseofulvin Penicilline and dervivatives
TR PHEF LR Z PURB— /KL &l
Anti-epilepsy drugs (phenytoin, etc) | Chloral hydrate
Birth control pills Streptomyc
pich - B ERRIENE BB
Alochol Glucocorticoids
EH ALY
Erogts Bromides
TARE U NE Rt 2 40 15 B I FR B R B e
Metoclopramide Insulin
AERRBUHEREREERRKLE | fEnhm
{EBRIMERRFE Z FAE R Rifampin Atropine
BRELSERE T FHTR I 5 B 3 0h < AR ARG FE R
Diclofenac Cimetidine
N==%
AR E -
erotonin reuptake inhibitor
Danazol .
(antidepressants)
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SREAE
Porphyria

€t R

HETRARE E2TBRILERNTTE - (EREMR TIEINGRE - RItESEFEE
IEHERIR2ET - 4 RESTAIRY e RS RL (O HRR I B B - A REM NS - B Al
IEHNRATE » FORANA 2 n] U UG R K (L& B (Chloral hydrate) 2K e -
SLhm 2SR B E Y (E B H A A R -

IR 2 AL B SEY A n] RESS AR EAE - I EEYIGRE T3/ V0 HTEfR
R R R EEREE - BRSO E M E AT -

FoE HMHER
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Wilson Disease

1 5 Bl B % ECTE

—  REE

T B RO R A T DRk 2 S ) (R R 17 5
B RGBS RSB N ERSR BTN & I IR - S8BT
T 7 2 SRR A 3 2 B A

AR 2 AR - DRIV FEEN - RAH e SHas
RSy — (R ERAY A RER B2 B B BERR - (HILAE R B AN A R
fe— R BRAE » S S W HE R R P IR IS » & R R AN RE AR ST R S

H— L R HI| N B R 2B T B0R © 1985 £ Frydman B 025 URE R £ A
FUETEE 13 B EE ~ Esterase D locus | » 1990 4 Houwen ZE2 FH H 185 H
ARG 13 B ES F q14-21 & ZE4: Copper-transporting ATPase i5
{EIRERAVEL R (ATP7B) 3428 BFTERH) - HERRIEY) W0 R 2 B X A
BRERE - ABIEEE =R - CRRZ S EB0EIET PR RSRA -
T HERE /T I e 5 B LA AU ER Y -

HEHMEHZ BB RN RS - ARG E2eE - 1
FI I AR FE ARG AR IR A 29 e - (RERBLE AR 2 R AT -
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BUEBARECAE

Wilson Disease

—BER:

#7 1/500,000 Fr 4= 5e. « A HF L 1E £ 2 B RE B fn 2 B RRE R - (H K28
BELE 20 ~ 40 R A 3 - MALEE AR TENEE - EBEE
HIE T 2 B B DU I RIS i WIRIER PRI - A RS B R A Y 18 1
HREE > THERENZENNEFEYZR - EHEHMES " #HEES

(Ceruloplasmin) ; HIRE - HE] ARYEIR TR —REBE R T - AlpEElR R
W& A R AR o

= EEE

Ryie LR EE - AR R EFR RS - RS —RE R EER
g RS - RS — ek tis ERERREER - i g#5E - B 1105
7 F—HEE 25% IR R EE » 50% AR EIRARE—ERINA R » 25% /Y
HERTEH - I EBE N IR IR G 25% FIREREEER - RINAGA SR 74

FoE HMHER
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% Ea%m (—)

I~ BRPRAEAR -

£ 5 BRATE HBVERAEE L AL R - SR ERTDFERY] - alses DT
e A S R AR 2 - HAFROSRIR S - T RER & Rl 3R -
BEH LA 12 98 - ITREHE P ESE -

BRPR EEZRIR

T B AE AR

07 3% 5 R 10
~ 15 %

REHR LA - ATRE BB R
HFEE BT~ FFERAER » #9E - HE AR
MoK~ BEMEERESEE (BIMMEEN) ~ MR
W B B S R R BER B EAR UH3R » B
TELVBAR SRV IG Pl - E B REE > F
R R R 35 TE I 2 (Infectious hepatitis)
B2 B G 1 B K% | I Bk B 25 E (Infectious
mononucleosis) * ft DAL R BIHR# » #11E
BTG &R DA A ER TEEME: -

TS RIRAERR

R A E EE (EE

ReRGIRIRE Tt 1TEIREE
RN U7k e R £

RS CUNTV I oN

B FLH (Kayser Fleischer KRR ) sl R A
i, 2 B @ (Descemet's membrane) » 5 Ei
1B 0 SR -

BUEEHZEK
AEAEAR

{TERERE RS ERE RS PR
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BUEBARECAE

Wilson Disease

BRR L EERIF

FETIRAEAK #11/3 BEF LA | FEMEAR 2L

TEAR R R HER e H I — B AR R EBHENEE
i~ B RSl - AASDE s HEHK
Th -

FEer B TR el TF LR 2 &
K

SREHE{th B E/NE % (Renal tubular acidosis) 2E TfiE
B A BRI/ MRGEE, I EE
i B H (Kayser Fleischer FGER ) 5 fE 20 HI
gEHAKTAHA] - AL sEETNE Y %
BT AETHS -

£-5
VI L W T B R SR B TR R A+ 40 BRDL N BB A MR R
FETFSRHEER ~ 18I IEEI M RAVEARTIR A - SRR S A B R
e BRARMSMMEE - SRR T - BB R AR EE R BRI A - #LE
ZH REE -
ZTEBELUTEE -
1. ##7F Kayser-Fleischer [CH2
2. ML FR B 2 & &AL 20 mg
3. B S R BE S HE UT) R AR Y 5 4 S 0 205 mg

FoE HMHER
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S0k

o 5

ER&E®(—)

N aE

5 2 e K i P B Y 2 B 2 IR IR RE - {555 ST 1A - B8 A Ry B S A
(Chelating agent) * ] 41 D 7% f# % (D-penicillamine; Cuprimine, Depen) B¢ /2
Trientine HCI(Syprine) % + #£ K531 BB EH# B BE SR - (EIGRITRY)—MHE A
RSB B X M ER AR AL MRET B~ PRI T B IRIE - ZRFBERE
IR E A e -

HETRR BIEHE » IBRN 2B BT nTae s [ MEKERZRE - i
122 18 1 Pt ) 75 R T RE T H SRR S - YR (T RE R - E %
RNEF I ERAT R - HRRH P RRH BRI M A BRI ~ MM ~ B
JiE {8 ~ Goodpasture's it & HF + & FMEALIEMEARE ~ B EBASTR » BUEE AL
77 BRFEERIB IR &2 DB R - RS & B M O R B AR R
T2 -

Fr e TR S s AT DA B e R IE FIRAENR - B EERY
i N EFHNISEE - B e NEH R G 55 -

CIR:E SR HI$EEE (Zinc salts) 7] DRSS EHR AL - Fia R aIERl - B
HEIEFAMIE - BT HIan : #4532 B sErnr s G siss— R A - 5 R4 -
5 T P et e B 52 -

AN AR IR E TASE] T AN IRE B - sLLEE R E TR -
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BUEBARECAE

Wilson Disease

€t R

HFREFHIR L > SEESRL > 07550 #2R ~ BUKEIFRIE - #99)
i~ ARoEgEE % > AERERAEN - FrrlEERnGRIIRE - 15
PRILIE FER P PR A - IR — A SRR ey BB AR - TR EE S tEH
BRMN - BERZEFRNFER DN - A alfEEREEsEEE  H S ph B et
A4 faks -

Z2EEH
+ Assignment of the gene for Wilson disease to chromosome 13: linkage to the
esterase D locus. Frydman M, Bonne-Tamir B, Farrer LA, Conneally PM, Magazanik
A, Ashbel S, Goldwitch Z. Proc Natl Acad Sci U S A. 1985Mar;82(6):1819-21.
+ Close linkage of the Wilson's disease locus to D13512 in the chromosomal region
13g21 and not to ESD in 13q14. Houwen RH, Scheffer H, te Meerman GJ, van

derVlies B, Buys CH. Hum Genet. 1990 Oct;85(5):560-2.
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Persistent Hyperinsulinemic Hypoglycemia of Infancy (PHHI)

1 6 FEMENRERERBE D IDEMEE

— REE:
Fr A8 VE S 5 YR S 32 43 W I [T A JiE (Persistent Hyperinsulinemic
Hypoglycemia of Infancy; PHHI) - X 44 % & £ B & £ % it (Familial

Hyperinsulinism) » € 17 i 55 £F i 2558 (Nesidioblastosis) » J& f & i Bi#T 4 Fe AR
BERYIRR Z — -

RAFIHYHER B » w53 Rl © 1. JE B0 2L (Focal PHHI; FoPHHI) : [AI#
il R 44 4 (Adenomatous Hyperplasia) » 35 R 73 B 6 RS H 7 bk
53 - 2. Wi (Diffuse PHHIL DiPHHI) - R {EBRERAIBLS AT 8 HiIlELise
SLH o TR B -

BB E V)R EE R TRk B - R T DA ER B URE SR AR (< 1 mmol/])
EARKFZERIER - SRR BRI - &3 REE R AN A A ETE
% R B RS R A R R A 4508 - HRTC AR H 9 AR
B PLEAFRE -

T B4R

2EA R 1/50,000 (VG B - FERLL D FUBIE R 5 2D SHEfThI(g
FAEFAREERE 2 1/2,500 -
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FHBIT R ERERBE DIMEMEAE
Persistent Hyperinsulinemic Hypoglycemia of Infancy (PHHI)

= EEER
B R e L S FE M B B - ATRE R AR BB R B A EAE -

B B L = P R R s 55 5% % %5 [A] (Beta-cell high-affinity sulfonylurea receptor
gene ; SURT » X4 ABCC8 [ )(#) 45% HYREE BEE R A BLIL R g2 » HiE
R R RS YL SRR ) RS TMIE B (Inwardly rectifying potassium channel
gene ; Kir6.2 » 7§ KCNJ11 F[A]) « £ 5% & B R b ML IR 28 SRy -
i R -

7] % B S 25 A (Glucokinase gene 5 fifj i Fy GCK Bl GK) 2 %% 2 % B it &
figHL[A] (Glutamate dehydrogenase gene ; f&iff 5 GLUD1) A & HADH - HNF4 k7
UPC2 BEE RIRFE HI DU S B R M (T R -

g ~ BRPRAEAR -

FENREIRTR B e RIBRPR R

R B RENATER B HlEThRERE
TS At AR 1 A

RIS R DRMEC LA 4ok 7 i e O ik
KRR S SR RE % R

B2 PLERY 51 RERE%
(Mo
RS SRERZ RERRIR (1R ATRESR R HIZE )

Hith HARSERE (V3.7 2fT)
Bl ~ BT~ SRR AYER
il (255 GLUD1 BB R [ERY B )
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S0k

)

ER&E®(—)

H -
(—)
- B
- RMBERE - MR RAFHE RS - SRR (10 U/mL)
- BREREMFELLERATRESSE 0.4 ~ 2.7 (IEHF{H <0.3)
* ARG K S AT (>10 mg/kg/min) A BERERF (R M (E
(Z) BEeiad

ARG~ AT I SRR T 2 WS I A B R
RN AESEH RIRRR R N SR K - R SRR AR & K -
(=) ER#A

ERRIEIEF » AT TRV bl RS A RG] -
() #ERIE2

GLUD1 £ N BrfE B - REE IR S (Glutamate dehydrogenase) Y %
A R P g R A R 5 R S AL TR N— SRR LR (N-acetylglutamate,
NAG) HJERL - HEGEAHER - (I EE RS 6F S M2 (Hyperammonemia)
FYE R - T B Ry = B S 3% — & I & E (Hyperinsulinism- hyperammonemia
syndrome; HI/HA) - [K{IHEBIAY B EBRARIMERAER SN - FTREE FEBEE ML ks
FRABSHI S - RIMEHIBUET ) -

©

I
EBERE
{EKIMHE 3 mmol/L ; 54 mg/dL

o R

&

o
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FHBIT R ERERBE DIMEMEAE
Persistent Hyperinsulinemic Hypoglycemia of Infancy (PHHI)

_
/\

(—) EWaE

HIRRMERF MMEE LS (B - FRPGNRIMEIRE TS BCE GE 58 R iR B %
THSERAEAR o EFAE(RMAERS - ATREFF LA DA IR LS A A B BB 32 - AP
A] s Ff§ Diazoxide » Chlorothiazide SFZEY) IR E 22 53U -

EEE - SIIEJE (HI/HA) ¥ Diazoxide HIN EIEH 1T - HEEERF2
B EE A RIFHITER -
(Z) FaRE

B YRR R R BRI B - I E R R R YR T (95% LA
£

Sha .
Sars -

£ TR
H & AR EEMERNZEE - DO BRI FANGERIER - G
mEiRK L EYREANEREAR - Al RRAENTORY - DR IEREIEE -
HEEMEER - B ERERDSIRY - HRAHRAE - 55
& R - FILEVRRRIIAE - MGy -

FoE HMHER
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Galactosemia

1 7 I MEMEE

— REZ

FHA~FFLHE (Galactose) #8 pl A 2 Ml (Glucose) YRR 1 28 A4 BEREFRBEE -
HEHENEUEAHERS - 5 [REM LRI - BRTCAH =Mk Z B R s
P IE AR I BRE © - FLE % 32 (Galactokinase, GALK) ~ ~FFL B —1—BEER IR H
i R % (Galactose-1-phosphate uridylyl transferase, GALT) » J bR H ER 5
FLBE—4—FEREE (Uridine  diphosphate-4-epimerase, GALE) - FfA LIS
HYFRFREYI L B RO - FERHERE(ERS E RS - T - B S AR B A AR

BLEREERE - F S ANIGREEEaE LA -

o BER:

T E KT By 1/744,000 » BRSE A FE A SRAT Ry 1/10,000 - FLHE B ik
Z T 5 2 B A PRAE AR R ER B 9] » P RE R PRAE A s FI PURRE © PR SERREIR
AME—4— RBHERRZAEE » —BERRN & HEERRER -

O R E SRR > ERBERRZ S - Al —F R A1
MRPR H RS B RS - PR PR -

= EEE :
Ry TR ROERIEEEREN - BRI E MTRE - BENTRNFE
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F 3B MAE

Galactosemia

MEFT R I DATRBR R A T RETE
LB EEHIN EIIRE - DUl HIDRED R a2 -

M ~ BRERAEAR -

E LA bE—1— R PR H RS2 2 (Galactose-1-phosphate uridylyltransferase)
RETHEE  HARTEMER  SABRERERELD  ZEER . 2
BEAEMFBRELR - 5H BENEEGRMTRRREMIET « 2RI
B¥ 3 (Galactokinase, GALK) Bl FR T # i Bk °F 7 #% —4— 5 1% B¥ 3 (Uridine
diphosphate-4- epimerase, GALE) 2 (14 B & i R BB HE 1 -

TERBESTAAEAEZE - §HEREE RIS - DR LSRR -

N

7 LA 3 ~ 4 FAEREFETLTF R LA A SRR B NI o
SURIRE  HLIRRE s G4 K LB R L LB — | — BRI - R
mg/dL. 5 - Bl - LRI RS RS - R RS
EVEERFRIEIR - AR RO R AR T AARE © 2 PR TR
T

L I TR B e U R R W T AR R AT DA

FoE HMHER
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o/t

= 58
ZR&HR (—)

PP Bl i A 1 T 55 G B M L P R LR R FE BT B0 R S R AR I R
(Citrulline) FYE2 32 HR Z M EEEE — A TUERRIILAE (Citrullinemia) - B2 R ACH
AR RER B Z M E H-E AL MUE (Galactosemia) » [Al L FF 25— HEESR2HET -

ForlEn R TR N S R B AT RIS PREHE 2 - B = MR TR R i
IR~ L8 AU — 1 — BRI IR E BN —1— B R R B R
HENE &R FAMBIERINENE « RO P AERE R & &

AR
BB e B B ZUREIMGERY - 76 MRTERERZIEN AT - FESL RIGHGEE 0 1
NGB R - B T RERVIELS o FIFH RIFAIER s H AR SR
B RIF o JEREHRE B DN & LA R ET R ESNER -
BERTETEHIARE  BEMENERRE - 3R - hEaAER
F B —1—BEREEE (Galactose-1-phosphate) & & & » LUK B5 HIFR i - 7 b i

(Galactitol) & & » HERLEREIEHIES S H -
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F 3B MAE

Galactosemia
L2y N | ER R4S EC A I TR
IS ek RSN, A ERE  BOE | 8
AL110 HEERA -~ RIALEE -
DIV BEFRIRFRRE A0k 2 (% - T | T P2
S m%?ﬁEB’EEE@@~% G D
a5
HETEAS BRI | R SEE - (SHEBEZ
BT TFLUE S -
& & % T B (Raffinose) & 3%
LM (stachyose) 1Y #% % » 40
WY REE
+ - FE

FEEEES R REE TR T KT BERFIES - —Ris - T—lhE
ARSI TR -

TE B AR DU RIS G 1 G e RI3R 4 - S e R R e R - IRIZE
SRS o » BRI FLBEIMAE (GALT #Z ) 8 rT TR A4 Sl IR = e
ik o B ELEEEERRRNFEERSH LM OFEENINEII e R L (&
M) ~ B S IEbE  SEBHICL R R B T AR

FoE HMHER
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Mucolipidosis

T
18 5

— R

FONEEE Ry KA S RS/ NS REREE - BRI Z - i G A
R R ER G — TR T 250EE (Mucolipids) j FUBREE &Y - ML b o
8 - ISR B RE e -

EERER RIS 2L IR ATRE R E — A~ SRR R E TR
NHAA B - AR o Ry o2 Pt S 8 J L HsERE - Pyt - M
B3R S R A SR B R B -

HETEAA RS AL - R 2N EALE AP R R Z Fr e - H
FHEFIREIEEESS VYA (ML IV) fERGRE R P A3 A R m R H AR - £ H AT
fERZHY ML IV B > ZEURIAE H TR A (Ashkenazi Jews) » il HLAF A
TRy 1/100 -

HAoBRRBRERGENT -

oE BZEER SEREGE | EREEEE,
F—5 a -N-acetyl neuraminidase
MLI (Sialidosis I) | (sialidase) 6p21.33 NEU1
E—R .
ML Il ?Egﬁggﬁggﬁgmme 12q23.2 GNPTAB
(I Cell disease) Phosp
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SOISEAE
Mucolipidosis
SE RZEER SeRUE | ERREI
F=5 ,
ML ] UDP-N-acetylglucosamine- 12q23.2 CNPTAB

(Pseudo-Hurler) 1-phosphotransferase

E kil TRPML1
ML IV (58T mE ) 7
Mutation of a non- 19p13.2 MCOLN1
selective cation channel,
TRPML1
o BExR:

BUAEAE SRS i A AR E R R - HATERBIRIEE A 15 M AW - TLESS
Pl (ML IV) fERE AR AP AR # AR » HA KR 1/100 -

= EEER

Reie R aE  RACRERNIAE - RS — RGN RaEE -
W5 — R tale ERERFRIRIER - FrbAAg#m  B R0 E% - 5B E
25% HIBERA T ILIERE > 50% HUBREERACE—RREV A E » 25% HIBRIEH -

E-E HMHES
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smﬁﬁ
o0 EE®RRE(—)

I~ BRPRAEAR -

(I Cell disease)

nE FERE
E—EMLI - fETECRAGR L
(Sialidosis ) |+ 4BRA S s 5o HARBAT BB (Cherry-red spot
« %R E A4 (Dysostosis multiplex)( 4+ / — )
EZTEIMLI « FFHERAE R (Hepatosplenomegaly)

- HEmFSRAGRE

© ZHERE R

« ANERELHE (Dysmorphic appearance)

- AEE R (Corneal clouding ) ~ HRALE (Ophthalmopl- egia)
Ll

E=F ML Il
(Pseudo-Hurler)

-« FFRRIEA (+ 1/ —)

- AEIHSRHGEL (+ / —)
C BPERETER

© NBERE (+1—)

- Dl

FEMME ML IV

- FPEHE RALR L
- AlREE - RN

I B

fER T b i E H R R AT R R ECE TR EER2 TG - IR S AHRAEYR

BERABRERE -
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IEEIE
Mucolipidosis
HE FERH
BB MLI #1250 A DAEPR B DA HI 0% (Oligosaccharides) SA{H - 7R

(Sialidosis 1) gl b AT B Y s B RREAE R ARG - 1T
alpha-N-acetyl neuraminidase BEZAgHI » [tk 7R ] A AFEE 5
FERIUSHIE/K AR - DUESTERTR2 BT -

EZEI ML I AT LA PR DA I 5% (Oligosaccharides) #4{H - 1EHE
(I Cell disease) | FWR2HT [ - WIARIMIE B RG Y Fr AT B REAT G - (7T
N-acetylglucosaminyl-1-phosphotransferase g Hl

FE=E ML
(Pseudo-Hurler) | [ ML II

ZEMmME ML IV BEMAPF U (Gastrin) BE 7 - 12 J7 RAS B Bl
IR RER Y]+ BB SR YRR - DURAE TR
fEfRe - SR EFAHIIE (Amorphous cytoplasmic) °
BT EE R (G AR ARS PAS St ZE B A BRI Z2 g R - IR A]
{ERoliEs2 FHYZEE

N RE
H B A G Ay 5 3 - £ (B S AE AR RIS L SR MRtk - M n] 78
VIHEE R EERE - DAERF B E TS BITIRE -

E-E HMHES
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1 9 RKIEEVRESEEOEERES —&

Carbohydrate Deficiency Glycoprotein
(CDG) Type I Syndrome

— RES
NEWIMEES - RTHERZIN & FEZRED -BEi%EH (Glycoproteins)
15N SN 73 (5 1 B SR T RE B B B SRR A (L2 P T IE R U RE - LA :
(—) BXEHRE BN A AEER -
(=) 2EEMITREE E B E SR —H XRS5 —EEH 5 -
(=) BMRERRNEHER - 2B E REEES -
(V) FHET S8R 2 B DI RE s B 88 N RS AR IR - S E B RE 4
R~ LRI FE R R S
HETZE D 40 1 CDG WYFEAY - 14 fE 2B A N-glycosylation HJRIRE » 11
fi# /2 O-glycosylation HIRTE » 15 fHE A B EGE HANAL © CDG type Ta Kyl
FERRZ R FE R PR RAER - BT B AR R (A SR 16 B
% (16p13.2) {i7 B #J PMM2(Phosphomannomutase-2)  [HhiiE %) 5% 4= 7 5 25 &
WRLZHHRRNEE - FlEHErRCREAITIE (EFIEHE) « BHEmMiER
e (RS SR N E B B R B AR ) R AP H o

T BAER:
IRIE R SR - SHE IERERET HHE AR FRER MR

HHH A 2 I R A R UE A T T R D B RS A -
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oKE EMIRZBEOBAEREFE 1
Carbohydrate Deficiency Glycoprotein(CDG) Type I Syndrome

= EEE

Rl iR IR - MIRCREEWRE - TR — R EE R R G
1 RS — Rt ERRERRBIER P &35 B~ — o B 2Es
F—IaH 25% BIBR R ILERE » 50% HUBERZIRARE—ERAVTF A » 25% HY

HRIER -

g ~ BRPRAEAR -

FENBEARG R
R AN e

a

TS TT R BRI R g B R I - BT L S
SR B e RS AR

DI R HVE (Cardiomyopathy)
VLB (pericardial effusion)
EINEE 2 (cardiac insufficiency

GEECER g TS Wi TP
Bx PNIER: 3= N =Y
AREE R (Almond-shaped eyes)

#HiA (Strabismus)
FREIE 13 4 (Retinitis pigmentosa )

i 58%¢ (Cleft palate)
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FENRERRM AIRE R RIBR R R

ik M F ARG AL B A AR S FLEENE

FRRH FAIE 455k (Fusiform phalanges of fingers) B3
TRIRRFFE (Arachnodactyly)

R i P s R BHETE E

INA ALAER SR N E B R 58

il 50 2 ) A% € R v B Rz~ Bl o 2 3 A TE S Y ELB
HRE R IR T HERE R AR E B E

LR EN D SR E=SiE|

B Rt IPF IR B g 1 e M PR L
BIF AR / TP B iE g r A M iR

AT 2T-EN i BORIE R IR R R E
ATERRIIREAN 2

2P RIEN HORBRDIREMR T - BURIRB RS G ERE H R =R R
FEA - IR (follicle stimulating hormone; FSH) #5111

EBRERR AR IEER EE H3® /> (Hypogammaglobulinemia)

ERMEBER AR EE R LE R

TR1]IR ERECINEE © MEA% S e Bl 2 g e 8 1 i e

HAi45E B S
HE AR
BEMIDIRESEE - BRI AL R
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oKE EMIRZBEOBAEREFE 1
Carbohydrate Deficiency Glycoprotein(CDG) Type I Syndrome

5 8

T EEE R B AR B E LR LA R R EOE TR L2 - W&
MR E Sata s - HATELIEERER (soelectric focusing) H 5 ARl & &2 S
CDG - & CDT (Carbohydrate Deficient Transferrin) {38 & & B & 75
BEAN AT AR T A VR T PMM2 AYEE RG] -

—r :A "
J\ YAt

et S A F A E ELRE  f8 T RIREEE R - i CDG Ib

(Phosphomannose-isomerase, PMI il Z i ) 7] A F Mannose 757 °

BEEZENRE | BRRRE

25 Hy LA B W B A R (- TR eSS L AT g B2 5 [ P R e R e B g
(SRHH) HRRER - KA R BERRELY - flHIRAK

TEE HENERIER T AR BB TT Ml ARV — 4
AIREE AR A\ TE B R - R Eng S 584 - Arle
BREGRNEEEEREZT -

S AR AR R - RS RN AR R - HE
LSRR R EY A ] - AR A SO G BE T )
e o AR REAIRE T e AEE - SERTENY
BRI LARESEY)GE - (EICITRYEh IR e AR S & 984 -

BN ER~ N | NESGE SIREESRIEIY - (EILHAR S B ik - AR AT RS
B GEENRER D | oK LEREH  BIBHMmE o EEE R - AmEE
BERERER) R E S AR B AEARNI R & A AN [FI R A - O R
WHEE PR BE A o LRAR IR E - PRIEFELIT
JRAITR LA SEE - A G EEER LR IHEEE -

e R E G B8] R 1 T ZABRIRTE - ARITERT 28I T
FREE A ] DU 8 T B B e B e o P 2fe 55 - HE T B AT
il SR ERBRINAEZE -
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RS IR BRI R IR

BRPRERE

LM
( BREPZHaPEER )

FEE I HRIE IR B RIATRE - ia (EPEERAY R - BN
HIEEH A2 o SRR P E AR EE (/NESESRE ) -
{BFERE@INTRE » SO EAER TR - B R H
AR gE D -

BESh - RZ B BE NS B DIRER BN 34 - FFTh
RECLRBIAITRE © MENGEAIHALAY B TG ARV E et & /)Nt
HIHK -

AP A DB RN RIES - ERARTEE TEAER
E o EEARER] T RIEIE —E(EK -

AR LSS R TRE ML - FEBRAILAEES]
LB - FTLAT Ewmta A m B gy -

BERZ M EERETEEY - NIREE It #E (A
B EES R EEEREREET ) AR A2 -

BRE R IHRIE - SRR A EGR (L - — SR A TR
R CEL R BRI -

PR L R R BB G T U AR TR R gy B B - AR
SRR E IR - ISR — A A) T
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20 EREEHEEEEARE

Congenital Generalized Lipodystrophy

— A2

BB RH A I E R A € » PR T R] DA TR R R AR G AR A S SN 5
TN EEEAIIIRE R REERRRS - SRt N BERERFTTE - ARG Z - R
AEBRAREERIEE  Je R M2 B ARG REE (X8 Ry Berardinelli-Seip Syndrome) {5
R TERI R Z 2 SE RS - BEE AR - IRFE - W - BEE RS
BT EIE SN - AR ARG B5E 2 Z MR MG + DT B0 A A L A
RH -

SRR G R RBAE - B BRI &S R 8 - a2 e
B REAAEBIEEE . -2 RMRE oIRGB AGPAT2 K
(1-acylglycerol-3- phosphate O-acyltransferase 2) #RFEFTEL » i& i I L AE N
ARG S R R Rl 77 = 28 —ALHIZ AT A58 11 5F 44 (2 B8 19 BSCL2(Berardinelli-Seip
Congenital Lipodystrophy 2) % [A] fik [# Ft £ © AGPAT2 B i fig & (Phospholipid) f
EECARE » 17 BSCL2 RIS R AEREAY LA RE -

T B4R

BUEMHE R, - BB R A IRBI R 4 3R B R TR (SR - HRTIIE
EATRIRBE NSRRI - 554 FEER 1/10,000 DUT

E-E HMHES
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B

Rig s MEE - MR RS - Forg —RA R RS
B RS — Rl ERYERRRBRIER TN g &5 B TN — A B2 Em -
HF—laH 25% IR IIVERE » 50% HIBRER AR —HRIVTH R > 25% B9

HERIEH -

M -~ ERPRERE -

BB — R A R R R ZAER - BER S IALES: - ShERH
HHERAE RO~ BN - RRRAINRYER S © R R AR, C T
BB SR B AR 5 - I TEA - BATRRIEARER) N - REZ
X e R BB TR AR S WA BT E Al © BN 5 EBEENE -
FEA -~ OHUERE DR E HEAER » BEREEIRE S R T SUE
HAFERA s Mg HBERE R - ARED  LBHEINEIER - TS ES -
80% 77 H BSCL2 B:[KI 2 i & &y B
BB AR - ILYN o W BSCL2 A2 A R A S HBLLAL

HEFEREE 5 T 10% 2575 AGPAT2 H:[K%¢

|

bl

B o

HH

TR
FEARBRRIERKAE - fla&EAE uad - TRBEE MR

RES R R =R H M - DAREER S EEIEEES - 5550 WS HEEER (Leptin)
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FZRMEESEEEEANRIE
Congenital Generalized Lipodystrophy

EHBEFEE - HirERReEER A EREEFRAET T hezEEM -
N RE

AR szl R £ - (K 20% ~ 30% RERZAIERAENT ) KmiaRHIEAl
DA =R H i AEE I H #E - BEEORERE DA S IEH L 1S R
i 15 A R DA e B R B R = > £ B HRp U w50 P o B M R v (MCT
oil) « FHHL > W ETEHIEBGFATHITT (Leptin therapy) AIHEHIER © S50 - &I
BHER A - ATR PR  DAUIEASE ORI R Moy e 0 - 5 — 2 B & B AT

fERIETT -

E-E HMHES
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21 PR RS R RMRIE

Medium-chain acyl-CoA Dehydrogenase (MCAD)

— R

BERE R Pe 5 AN B BR IR (RS B B R - (BAEREATRZER - &
FREWI AT REN AL MR - B3 S HEZRFURARYRR T B RS R gILER - Mae ks
IERr i R RE R AVEER B Z - AT DU U FY 8 E R R R R AL ER IR - 5

HIRFE R -

o BAR:

HEESE I - fR42 2004 - 10 H HRRAICHH 1R R & E&8EE —F5 |
R 2003 £RUHET - GEBRHANBEEDAH 4 A - KSR EEE
BRI IEFEIZE - B{ERE 90 4 8 H BiMAE i S I E 3 8T 4= fl Bt LUK
DA R AR b O R B - 383 1 A4 2 - v LR AE & iR 2 R 17
E o

Andresen % A Ji% 2001 4F /Y #7 & H 2 HY > BRE AU TE E B HY 8 AR KK
1/15,001 - BLAEREATIREEEA - LHZILEABIRE - 24 REFH# 5 1/4,900
~ 1/17,000

= . EEER

HHERAE G IR R SRR 2 E R LRSS 1 BRTE (1p31.1) Yt fEfR S ACADM
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ChiEfERhBE R DB RIRZIE
Medium-chain acyl-CoA Dehydrogenase (MCAD)

BN E > RETOERRBISEE - MIRRENRE - Rr&W—E
EREEEE AR e - RS — Rt tle ERYERRIIEE - FrbIA&#n > BT —
RADFH LR - B—HaE 25% KR RIER# - 50% FIRRERACR —#%
FIRFRIE > 25% HIBESRIEH -

M~ BRARIRE

Hh S AT e 2 B SR Z A (MCAD Deficiency) H¥7 AEGE H & (£ HI A 1R 1 2
FRHIREEARAER - rTREEr# A R R E R RATS (AN - FFRRIEA ~ (RIET
(EREAIIIL NS I = S &b

FES MR > AP » JRER ~ FTBREEZEESR (Liver transaminase) AR LR Wit
fik 53R (Creatine phosphokinase) # H & 71 5 FFB&YTFr Al & &2 NRIEIR
ARG -

eRefE SN e RURTERTHR - B/ VE DR B RIE IR R RS - B —
Lok Z IR R AR A BRI E RS A FERRER - A —RREEERA
TEAR © 38 B P RE B RS fo iR IRIE (5 HF 5 IR ILERIA A 25% B9 BIAESE — X
RIERIET - FrLALE a2 B R SEHSUE

E-E HMHES
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EI i

A E HiT AR 48 B {5 5T AE MCAD G i 7F 22 SR Bl - F B b 0 HY 4R %
2~ 5 KN HT 4L 5 I8 AR I H 3 i P4 8 (Octanoylcarnitine 5 C8) » ik A1 i
(Hexanoylcarnitine ; C6) * Z4[EA# (Decanoylcarnitine ; C10) HJ& & + K C8/C10
FEfE - # C6>05uMor C8 >0.55 yMor C10 >05xM H C8,C10>3.5
HI RS - RN ERITHER -

fERR 2 77 E I MS / MS 43 # I 1 C6 ~ C8 ~ C10 ~ C10:1 A Y
A GC / MS e il R & A AH B ACEH A BE R (JE L FE Hexanoylglycine
Suberylglycine) & & » f % I E KR HEAE R AT B H L BR SRR A A HERER
(Medium Chain Acyl- CoA Dehydrogenase) F7E {4

Ak

SR R IER RN - TR AR R W] DUE RE TR (i k(b & P B
O EEERMIZE BB RE - T DIBESATET 2 A% (2 gk HIEEXR
By E TR AL SRR - FR AR FREERTR - 18— o 4 oK
¥ BHFZAENIRRE - E— S E ST - EIERERA w1 - [EEIRER
FEAYFEHE P 2 R AN ] B I BR B P BB B R R I W AT T - BB T R Al
s YT AN BIEREVAHE -

BB ERF R IR AR (100 mg/kg/day) DU IE A flER Z FRE - AT DAY
I FEHEEY) - 21— AR (Carnitine esters) HYFEHY  (H L H LLERETE R il
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ChiEfERhBE R DB RIRZIE
Medium-chain acyl-CoA Dehydrogenase (MCAD)

FEA - ST ATREE S ANEYM R B - Fr DA R AE B F B A R 2/ A
W AT o (B EER2E G - BEEE n] IR R EE -

FFEE (TR MEMEE 8 PR R — Pty - (0
AIRESEE - (HE A Ll HEHIE - AR AT E 5 2 R -

2EEH

+ Medium-chain acyl-CoA dehydrogenase (MCAD) mutations identified by MS/MS-

based prospective screening of newborns differ from those observed in patients
with clinical symptoms: identification and characterization of a new, prevalent
mutation that results in mild MCAD deficiency. Andresen BS, Dobrowolski SF,
O'Reilly L, Muenzer ], McCandless SE, Frazier DM, Udvari S, Bross P, Knudsen I,
Banas R, Chace DH, Engel B Naylor EW, Gregersen N. Am ] Hum Genet. 2001

Jun;68(6):1408-18. Epub 2001 May 8.
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Pyruvate Dehydrogenase Deficiency

22 AR EREERIRZIE

—  RELZ
It E B9 B R R R R R B R N BE Y Y R R B R & BE 3R (Pyruvate
dehydrogenase : E1) it Z + {E R BE B E KL H G5 B HEBHENABRTH
(Primary lactic acidosis) °
BEAZBEFEBOREREAR X 6 B/ El-alpha X ELALEEA]
IEAE ARG AREE A & BE V2. » 57 25 W 8 [ (.55 2 e B AR BSE M PR
Hi 33 (Fatal lactic acidosis) F &L EDIRESR R - WAEFEA HHRERFERHASHE L
HYSLH, - (Hi 2 5§55 (Systemic acidosis)

AR
HEAE AR o MR HEGS M BRI AR ROk - HETEEINE &2 REE -

= EERER
L HUBERBUR E R R AL X a8 1A El-alpha R ELATELA - fy X Jefy
AR BRI B - BB B M ACKR IE R - HIIZE “ RIS & - 50% HR5e %
H 0 50% HEEREH IUE ; Z0#% 50% HRTBRIER + 50% WREHHE - D8
BFERIBRIAEE A A0 B3 £ - AR ARG iR M B R B0 - BIR AR
F&A L —RFEER - R MR] - B—RaEA 25% MR ADEEILE -
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AR EE R S R TR 2 AE
Pyruvate Dehydrogenase Deficiency

TR K] LEfaiE BE
PDHA1 E& s
(7598 E1-alpha RE{IEE ) Xp2212 e
E3 && 7931.1 il
PDHX E[H PDHX A -11p13
PDHB E& PDHB %:[A] -3p14.3 DEL
DLAT EE DLAT %A -11¢23.1

I~ BRPRAEAR
—MRME - AR R B B R R E B - R R AR R -

KB#HE Az S SRR EEL P FLIR P (Fatal lactic acidosis) » S Ean i@k ©

— WILIA 3R JJ{E T~ (Hypotonic) Bl £ (Lethargic) » HEJf @ /[ B HELE
e (Mental retardation) & JiJl[AI5E 173856 o

I ERER AR A BT FLER D33 - S PEBE/METHRER TR S -
EHith R B DOLEER -

H 5226
Al X 4t #8 #Y A 75 {6 (Inactivation) ff B R ZHE R H (R & T

Heterozygous) BA 28 AR Z L -

©

E-E HMHES
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N RE S
(—) REAE

Falk 58 A A 1976 0 & HHHEH DIAEETE £ (Ketogenic Diet) RERXIITERE I
TEREF o EMAE IR E T ERERBHIRBRALEY) » MK EMAFIU - 12
TIERNEERENG A REME AR (B8EE R E SRR ThEE ) -
(=) Eak

McCormick % A JiA 1985 4 fy % &5 145 Hi $1 ¥ K] PDHAT FEAIHRIEGHY B3
15 H- 37 48 52 A I E8 4R (Sodium benzoate) 29 » T] B D HVAIE 4 KL AL
wHE % (Hyperammonemia) fiEfR

Fouque ¢ A 2 2003 FE WY & 3 —EE (R A AV EY R LR E

Dichloroacetate(DCA) + & —fa % i B P i [ 1H (DL Y SE ) - & Al ik s 7 B S
(Point mutations) [R5 T DCA IGH 2 SERY » (SRR RS (Deletion) i FHE
H5T DCA HEILARIHE - #5542 DCA I E1-alpha K BG7HREE tk - DCA 229

PN EAERRER R - AGAC A2 3R B1(Thiamine) HYEE A AT CR— B RAVIGRETTIE

+H

+ - FEfR -

SRR BRI 1 o SR TR -
BEFEIR TR « AT+ STE T EHE S e LR IR BIELL
RGBS -
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AR EE R S R TR 2 AE
Pyruvate Dehydrogenase Deficiency

Z2EEHN
« OMIM http://omim.org/entry/312170
« Partial pyruvate decarboxylase deficiency with profound lactic acidosis and
hyperammonemia: responses to dichloroacetate and benzoate. McCormick K,
Viscardi RM, Robinson B, Heininger J]. Am ] Med Genet. 1985 Oct;22(2):291-9.
« Differential effect of DCA treatment on the pyruvate dehydrogenase complex in

patients with severe PDHC deficiency. Fouque F, Brivet M, Boutron A, Vequaud C,

Marsac C, Zabot MT, Benelli C. Pediatr Res. 2003May;53(5):793-9. Epub 2003

Mar 5
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Cerebrotendinous Xanthomatosis (CTX)

23 At g 4 == B8

—  RELZ

i 14 &5 /3 HE (Cerebrotendinous Xanthomatosis; f&fE B CTX) F—t KIEE
R B R - B 2935 i & _F CYP27A1(Cytochrome P450, subfamily XXVIIA,
polypeptide 1 gene) BRIk T - ELECHH M ML AR #S1E Y [E] B 27—FK (LR (Sterol
27-hydroxylase) #EENEF](F - 3 Bl AR B H I IE &5 B2 (Cholestanol) F i [H
(Cholesterol) fiEEE R - HEREERT 2 5 B BUALRK L - ST AR 5 g 2 -

CIXERRIERE S L - fERFHR MG AR - SRR S DL
@RS HEIR AT - SRV B AR R R - DEEEFAEE A5
TAZE R AU ER PR HERER SR » A BLE S T REIE A R R LAY RS R s %22 -

—BAR:

BWEMEERR  WEAR2ERNBERNOBRAESZ— &MEHAA
(Caucasians) F# 4 F 4 Ky 1/50,000 5 7] 15 & 1 BF 04 R G BFHU38 AR R s » £
1/108 7t » EHAMMER 2 HZEREEGIERE - RS RAYHES -

= EEER

R—iaROiERMEE > MRCREFAE » RS w—mE CYP27A1 ik
FAFERIR G aRs - RIS — R s EREERIRELIEY, - ATLITE#5% - (H T —R
N B B 25% IR ILERE - 50% BUHEREIRAR—RAYRT A
F 0 25% WIRERIER -
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fEB2 1t = RB1E

Cerebrotendinous Xanthomatosis (CTX)

M~ BRPRIRE -

B RAEMIERERFHEVER  HE BB L8EH (K
75%) i - 1l 78 B HAE IR B S AE I (10 BRAT ) BRI NI - Bl Wi - i H 2R
3 e g RS R A LA 2 -

FENREIRMK BRPR IR
BiniE B FIS IS (RFEHENER ) Ba (BDR)
AREE HIARE 5 % 75% BFHFER 10 5EAT > HEk 25% H#

AR 40 RZ TR -

FLitFe/8 : R BT (palpebral xanthelasmas) » TR
ZEifiE (Optic nerve atrophy) » IRERZEH (Proptosis) °

R4 Dotti % A (2001) FTiff52RY 13 (2R TUEZE  H
A R G 1 (Optic disk paleness) 1t 50%
% A B % R i A I 5 S OF o A L L7 R o B
30% °

=g W 20 ~ 30 pElH > #AENRMERRE - FRFHH
B~ BE R TEE - YEEERIE - B8 EHE
TS B -

DI E FREIIREE bR e AR B R e

FE8 B TENEME K B B R IAI AR iE (Granulomatous)
BERBRNE BT

28k o FERBRTIRE(R T

RE#1t s REEENE S BERR - BT Bk

AR B IR R 3R -
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FENREIRR BRPR R
RIS BROERE DR (B FEAER 20 R )
EET% (FIFEUEE)
IHRRE T EREAR - A1 S)88 ~ TRk - BRE) - &
s .

TR 20 ~ 30 5% [ 72 T HE RS RS i (Pyramidal signs) 5 411
{77 (Spasticity) . / 8%/ NIE S (Cerebellar signs) » DA
e e PR BUR DLIN 2R B s A0« WLER T2~ JRE Al
M B AR IE ©

RS GRERERE - "TREEECRHEIAZE
fE R 22 M /2 (Pes cavus) °

B B
BLiEfER2 BT F 1 EARR A H R RSB Rl SRR A -

BEIEHE TR

FESEINE - A R AR EIE S FEES (Cholestanol) 7

- [ fEEEE (Cholesterol) (R EE IFH

C RN R & P B B BB IR G HE R (Chenodeoxycholic
acid) B {R1K

o BEYF e R R A BE B2 (Bile alcohols) K 7 5 E
(Glyconjugates) 7+

- MR BEVE e e B K # S & 1 B(Apolipoprotein B) _E 7t

BEERRE B U Fr RS A ~ I R A A T P 27— P Ll T o B
Himi -

FRERT | MR ATEEFEH EIREZ (Dentate nucle) R/ ~ A
)R

ERGE % B (99 ~ 100%) 7] 7 /1 £ A Fe 41 73 #7 (Sequence
analysis) X 2] CYP27A1 AYFE [KIERFE -
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fEB2 1t = RB1E

Cerebrotendinous Xanthomatosis (CTX)

AR

TERITER I B ES HRHER DR L E B ARE - E2EaR L - ATR
{ifi Fl Chenodeoxycholic acid(CDCA) » B A% H I &4 750 mg » DI EE R
RS - (TR GEIEY - R ~ B bR R AR R B (E
WHIER - ML TR IRl WGBS AR B LA -

Mondelli % A (2001) L CDCA J&F#RILIERRE 11 FRIWFFEH B - fEE ASF
R4 A%  REOFHENFHRERD - BE IO AR EE W EINTEE -
HANFRIRE BB BT ALES TR - SEA MRS O riRe -
{HAEBR LA AR A AR A -

MR AT DL 7 E BB B & OF CDCA i i HMG-CoA 52 [ g #1) 1 71
(HMG-CoA reductase inhibitors) » DR/ I S5 e BEATHERE - JETIARIRGEAR 5 (il
EHNERAERREE » HEE AT AR E E B A B S RS A E S RIER - FITE
g S FH_E ATy SRR (TG - 6 Q10(CoQ10) AT AT AE AT AR ML A FTHAE
iR e

ARER EROREAR » 20 B~ JRHANIN AR IES - TR H RS TAER
SEYIEEHE - T RSEIIR A AN - FEEEEIHERRERES « i 1w
WIBER R - B IRBI TS S -

E-E HMHES
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t 1R

ERWLERE b - R R BN T IEE T FAHR G B E A ] ~ mg e
W LT SRR 2 EEF e - DIPEREZERE - T
TATEHERR - P R

SEEHN
+ Cerebrotendinous xanthomatosis: heterogeneity of clinical phenotype with evidence

of previously undescribed ophthalmological findings. Dotti MT,Rufa A, Federico A.

J Inherit Metab Dis. 2001 Dec;24(7):696-706.
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Primary Pulmonary Hypertension (PPH)

01 R 3T & A ED AR = BR TIE

— R
B T IMEARERE B MRS SR GEEE A e R LERRE

RLPE ARG B0AR H Phen-fen JEAEEES - (H © RS MERTEINR SRR 5 S5 FH iR HAth
PN AT B R - EopHE BRELE N A - — AR R B Y AR T RE R R R A
R AR S, - S S U YA 32 B M SR Y B NS - 25 5 (e Rl & ik
e -+ SRR ENAR LRGN - PSR - A AR B pE gt ER=Z S0 - At - O
Wt DA ZH 55 55 TR+ IILVRA RES X 2 il - AL - Lk E ARy S
It DHLEREEE ~ OEER - AmE R E 4 S O iiE 2 EER o 53
VB IG5 BE (Primary Pulmonary Arterial Hypertension) /(o ~ Il R [l
SRR R B Y 22 LR I I S IR 2 £ R TR RIS i B R RR ik 25
mmHg( —f& i ENIREER 18-25 mmHg) » KI5 15 L i Y S a2 i A8 i

o BAR:

Hb P52 975 B 38 A R0 Ry 1/100,000 ~ 2/100,000 » AR5 PEB ~ il e B AR 5 K/
A RTREEE o (HDAFISZLE (20 ~ 40 5% ) MU RIS - H— 2 EREIR
GBI E - A - BE A RIRIIRER SN -
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REMEMENARSERE
Primary Pulmonary Hypertension (PPH)

= EEEl:

P 2B NEARE - RT3 - DBUIBEEAIINEE 2 s tfs -
) BMPR II(Bone Morphogenetic Protein Receptor 1) %[ A48 5 » {HH 5p8 LA
582 HMNEME (Incomplete Penetrance) » fif DUEA FL 28 th R A& B0 - JEGLE
FHMEZR  IRERFEPE - FEEESHI -

I~ BRPRIRE -

e —BRtE - G EESERE - Rk R sGE & MR N EEAEIR - B
AR - B IO - B8R  SEBIINZ T N R EGEEN R SR B A1
DL ERS Ui S AT A2 AN EE » SE B R ~ WP R OIS - ELEESECHY
JE\ th kA2 A © RETIR S RS2 - LR R P Ry 30 A - BIE
PR 39 i H - RZ e LS BB IARRE < BFRE -

T BB

JF S VIR B R = A NG A E 32 PR R AERS B HHZK - DRI R R EAIIET it F
BRI~ GRS DUREEY B FIR - MRS DU i i A DURE L 221 - A5« 0
HEE (ECG) ~ Ll H I ~ fiThrefa s - Hrp o LEE AR HE T BIIKEE ST
RS - IR RS EEAIRE ST -

W S
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W =g (—)

N AE
VBRI - BRI A S RIGEANEHRTE - (HAf DAZEYEHIR T - 122

TRIFRRIEEY)H =R -

(—) AR ZREFEIAE (Bosentan) * JEmcHT B AR il B k= ML AY 1
FREE S = SEAE HARE BT A R A I WG O TR D

(=) mEWEERE| (Epoprostenol; X Prostacyclin; PGI2) : BA A ME R K
M/ IMREEEIER -

(=) 57 i@ EPHERE] (Calcium Channel Blocker ; CCB) * BERE iR LE Wi -
9 10% KR AERL -

YRR B R G AR E R - B RIE A EEkE - RI TR 2
AiFerBcE - HREEEREE S HNEFRE L - &/ QI ThREZR =5 B b4y
TR EAENER - R E e O R —ria R = -

TS H IR » 7 B UIRC I IR EE - SERF AT B DL S R0aE - DUIRE
IMEFERRE 5 1 FHFIRE S ARIUEZE - (EREHMESRAE R AR - RERER SRRy
afi o At - BEEERERE A HREEHTE B A B LT A -
R B O S £ AR (41 Fenfluramine) SEEUMAEWHERIYE » TR BEZ2EE -

HWEMRE - MRS
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Alstrom Syndrome

0 2 Alstrom KIEIRE¥

—  REL

BOAE R — 22 RADEE LN - BENERSEE RGBS EREES
R HIRRORE SR R RN AT Y B o B A8 1 ALMS 1 e PR B [ iE A AH B
K53 TEEE AT 25 ~ 40% HYEE & B R EEIEH ALMST BRI 225 - TL41
ALMST FERIFHAES 2 SR tlE F p13 B E -

T BAER:
£ 5 800 7 0 K 2 A KRB E S ET - H B M 5147 1/10,000 /N R
1/100,000 £45 » Hi8 S{EZEK H IR 40 (EAFERIEZR -

= - EEE

Rig iR EE - AR EFREE - Frsw — A REERE R G
RIS — Rt ERERRBIER - FiDA g #95 » B T~ — R HtEs]
—HaH 25% BB R HIE R » 50% HUBEREIR AR — IR AE - 25% AU
ik

woEe

1+
Tk

SEINE OfHThAELRA

193




£ =
o0 EE®RRE(—)

M~ ERARIREN -

(Photophobia) i BR 5% ¥ (Nystagmus) #Y15JF » [ 5 12 S # B2 52 1L (Cone- rod
dystrophy) B2 - LIRS H AR AR 15 @ H 2 B—HEEHAEE AL
[J1975 % (Dilated cardiomyopathy) B8 [f[l /(i E % (Congestive heart failure) » 58
R4 1 R ARTRY SR & -

1E BRI R E B B RS - RIS E g Yo s R B A
PEERIN = 2 LRI RY (Obesity) 5 B2 bd B 1 HA A & 28 i HH 20 45 B R AU 72
55 (Blindness) ~ FEEERHIE (L (Cone-rod dystrophy) ~ it A ATERE [ETER
%48 (Sensorineural hearingimpairment) 38 % #§ 4= & 10 5% .2 AT (ff 70% £ )
55 11 RUBEFRSS (Type 2 diabetes) SHE R 4 * BAW (Acanthosis nigricans) »
1 A1 00 L% % (Dilated cardiomyopathy) Bl [l 22 U8 (Heart failure)( {5 60%
)~ HFBEBERG (Liver disease) » WA FRSAHELNAE S (Urological dysfunction)  fifiifs
##AE(L (Pulmonary fibrosis) DAk B 505 (Renal failure) » B 2218 HIl i ¥ 58 42 4 20
~ 40 BRI 0 B e BRI RF B0 2 PR (Polyuria) Bl 195 (polydipsia) - #8 Btk
(Developmental delay)( {5 50% H# ) -

PR 43 A ) B L HE FR IR R B BE X T (Hypothyroidism) B[4 {l8 22 & 2 14 fif
INEEME T fE (Hypogonadotrophic Hypogonadism) ; %5 % iy 54 1 {1, (Scoliosis or
curvature of the spine) + B F1%45/)\ (Short stature) - B[I{5H7E Rl BB EHIF 2 2R -
HERRERWAFAER - F— (A=A RR R 2R - WIRDL LR R
YR -
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Alstrom EGAE(ZE¥

Alstrom Syndrome

(*) #B3caR R

B Z (Acanthosis nigricans) : 2T K G ~ TREGIRE LG FRBL - ZFRBIUE
S - T - AR L+ I SEHTHE (noulin resistance) fy— (g %
@ o

EiR2
(—) TRHBIEER (Electroretinography, ERG) :

T8 B 75 A 1RSI AR L (Cone-rod dystrophy) FYTETE - H H AR R AT LT
iR - R E IR HISEIRHIAE (Cone) BARSIRHINE (Rod) ThRER S HZIH -
(=) IRE#ZT (Fundus examination) :

10 AR AT REARR B IE W » B & 2EUE H A i fis B i e I [ By 75k
ZE(HAGEE B HRPIHY 3R EEIR 5 (Bone spicule pigmentation) » Z & {HH
BSR4 (Chorioretinal atrophy) Bl i 25564 (Pigmentary clumping) /&
4o
(

) BEBE (Obesity)
TEEE A SO B IR B IR - TR A R 5 8B B FE B (Body mass index,
BMI) - B 5 / B EfIF 52T < BMI AT 25 ~ 30 fyid - 2 30 AR IEREAE -
() BEHIEE (Audiometry)

i 4 X fr) R 5 14 358 <2 48 (Sensorineural hearingim-pairment) # A 1 ~ 5
WL —BEAE R ER SR A R A HE T T AR -
(H) OWBERBE (Echocardiography) :
RS A O EHEA (Ventricular dilatation) B L JLIEE FREAVER S -

W S
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smﬁﬁ
o0 EE®RRE(—)

(77) MBESZHFEAIE (Insulin Resistance Syndrome) FIE R :

BEIR G Ry et Lo CREARED ARG oo ) e b N g - MR fEpEE =
IMEE ~ SRERIE - BEESICRELUCAN IE R M iR =B HlEe Gl - s % s

EH (HDL) @ik - (#EIEEH (LDL) LAUROEEEIR R RRAYT =) -

N RE
SEEAE F Hi A S AERE LE S i & B S R BRI T AR B e 8 B
BT A RN B -

(—)—H:
HERS BUFAOTE BBESY - AT - IRDLRERS -
(=)

R L R E R AR AIIENG (Saturated fat) o
(=) BB (FFRERMKE) FRRE

1 ke i I 44 FH 2 Metformin - & 1 Fi] Glitazones ZE¥H - tHLAHIEH /Nt
Bl OB g ThRE - SRR E IR LR RER D S TR S RS R
(Insulin) - {H2 ¥ — LB R A BET S AT RERL T 246 TR SR EREE R -
(E) O

FHAGE F MR ZEY) - AR HIR] (ACE inhibitors) » & Hi B e [T BARR SE B
th T & OF 60 AR IR ZEY) - 77— SE B R Y & HFE BRI T RERR BB TG I -

B EE A O S RE #E FR B B\ T (0 A ERER S8 (Dual chamber pacemaker) 2
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Alstrom EGAE(ZE¥

Alstrom Syndrome

HEFTIGHHAYFREE - G LEAEE (Dysrhythmias) B e DBRAVIGIR » 250 LR
TR LA S i B e T 57 8
(F) BERE -

1 DEER PRkt 2 FRIAN 7 (Destrusor-urethral dyssnergia) » 38 bk AL #EPRIE S
FINLICHERT - RETHR - 1L HRPRIEHE - mIRG TRIEER B BENEER - D88
HEEFRERAEE T ([leal diversion) ZEEH
(7%) B -

T R R & 2 AR (LR SR A TR R R - BB RS AERTIER
TR K
(£) B

FHEZERAGRI N EEGEERIIT - ot B r AT RRriat (LR 5
BAFEFKEIEE (Portal hypertension) » 5 S ETRHETT_ LI F E AN G Bt Ak
DISERMIRIT FINRCRAEFIRS [T (TIPS F25 ) 2FF AR AR i sRAVEHIKEE /7 (Variceal

pressure) ©

W S
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Idiopathic Infantile Arterial Calcification (IIAC)

0 3 Y5384 BB R ENAREE T

— AR

B2 B ELSE 4 BSE MBS - EL R R U ) 5 P 2 (Vaso-
occlusive) + A HIBNRITL 2 7918~ 2 Gl 4 A BRSBTS - T (L
A D M R - BRI 58 - (B SR R R AT
FE 72511 (Refractory hypertension) B RS LB BEUBMTI 2 - IiiEHoiaE A2
B (RAFH ORGSR + (B ELE RSO A R A -

TEHR TS A R + AR 52K (Hydrops fetalis) » 7 (Premature
delivery) BFEE (Still birth) YL - H2EH + 1 85% HOBERLE 6 (B H B
i -

T BAER:
HEMEZER - B8 BEFER 100 (EZI#H S

= EERKL:

IE e G pg B B - HETE 05— Ay EUR & AR ENPPL - [fisE —
AR B A By ABCC6 £ [A] -
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Ryt R R ENARIE L
Idiopathic Infantile Arterial Calcification (IIAC)

m - EEERTRAE -
IR IR 2% » IR %538 (Respiratory distress) B[ i Z=15 (Cardiac failure)
TR IR o H AT 26 B (8 2 B o 752 [ T 5 I R HA VA -

B AE:
REBEBRNEmY g o [MH - AEVEREFEEE 1 R0k - BUEHY
JE ARy LU= B HR I (Myocardial ischemia) sif: Bt e (o SBR[ P4 1 LR EE S A A -

W S
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0 4 SAREETL

Cystic Fibrosis (CF)

—  REZ

FEIRHAHEL (Cystic Fibrosis ; i CF) 2757 H AT RAVEE L O R
EEER - BEHRRE 7 H B8RS I CFTR(Cystic fibrosis transmembrane
conductance regulator) FKIRYERFE » ERFIGE - BElE - 15508 © TR
IREE s BT HUDDRESEH, - 38 (R AlBk e & B R e Ay _E e R IE B 7 I Sl T
B T S Bk o3 BRI - BRI BRI & Bl - EEU Y s
ROFE - SEEIEAEEE - KR A SR - G IIRARIRE R G - BB
ZNEWIRGER G ¥ 0 BFEFEEREL - HREEEAER -

AR
A RARTE RN A - FERBITRRENS THEACORN 5% » HiDUILEE I E
AR E R 1/3,200 » fEERK) 1/20 ~ 1/25 ; HfE R - AT S

1/9,200 » FEINE Fy 1/15,000 - Ar s B 22 7.4 1/31,000 »

= EEER:

R—ieRamiE el - MmRCREE CFRRFE - RR&H—RA CFIR #t
PR AIRIS RS - RS — Rt tulie ERVRNFRIRIEE - FriAE s - (H TR
N BEL - F—IaH 25% HUERE CFEFE - 50% HIMREIRACRE— AR -
25% FIBEERIEHR - HAPE T H ARE CFIR EREELAER LGRS - BRTERTHE
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FIREBAE L
Cystic Fibrosis (CF)

17 CF WA Wt - S REMB Pl A - RPETRR - R ERIrN
FERGIRIL -

M~ BRPRIRE -
BT e B AR E R Y UbiR - PRI ERAE & 28 BRI —

SEENRRESRE ERFR ERISRIR
B HH AR R AT PH ZE T g HE G 1 (12%)
5 2E
BENRE
4R

KRR &E ERIIE R EERR
EEEH I
M5 WS REES
BRESR
EE =HIH
fERGHT (30 ~ 60%)
RE RERGR A R
HEVA T HEA: RAm = FE 5 (F
Al N B E AT RERI IR SZ 81T B2 R K (8 ~ 12%)
MR OR 8 A A A IS R S J
FHAZ K
B RS SR R BT R
SR
EFRL - BEA

W S
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S0k

o 5

ERER (—)
SEENRRRRE ERPk LRYSRIF
TR PRI =ATE » SR A
LIERE SR RER IS B R B B A2
B HEET IR
Hith AL
- B8

(—) BRRE

M &l X SRz - BTSRRI ~ B fmai - DL T I O S R i 0 Ik e K 3%
REJEDL °
(Z) FiRigE -

SRR IS VIR - IEHRE S 40 mmol/L » &Ky 60 mmol/L DL E -
(=) EREE :

AR IS TRV - B2 S CRTR GRIEEA - HATEHE] 130 {F
CF HyFERZe2 8, - (HARS LB A A A - Ho AR A ] H AR Y LR B -
BERIBEIR AR EIERE ] - B BERPR L2 -

A=t -3
HBnE iR A 269 n] Dot 2 ia e BN - L2 G REIR - SRR Ry
BRIk o WEGE BT AT R AR ETRE - TR ~ B ABGESHEFIPTIAESR ~ ZERaRE
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TONBIE(L
Cystic Fibrosis (CF)

SCRETRRBEFEEY) 5 5B E A HAE - Wi TSR R ARIRE T - =
IERI RS RE R - BB IS E P ERI ; BIME TR A TEMEE R R
FEEERF - BEEE - BERW - Slyskifisal - Al RO - S hED
IR E YL - ATREZEE R TR A -

t R

RHIRZEPN - R FAETIER  PRAEETEN G - MIUE M E R - s
AUPEEEES) - RIRESRR B - BB AR E - IR L B
BHEERNEEE  SRENSRE > WEEHEER - DINEYRHEBIL - 7
RF RTHE TR E TR « L0050 - EEEREWE AR - SR ST E (R
(SEE - DAHERFAGZARE « SEIBRIRHRE - IR WG E RS AIRRE -

W S
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Holt-Oram Syndrome

0 5 Holt-Oram JE{&EF

—  TRES

iSRS RARE(ERE - (EAE S S (8 AN R G Hh Al 6 I 2 e o 1
o o WRERISR AN AR BRI RIZS - BRI A FTRER A © ErIEE
TR A B P A T — e s i B O RS R

I % - FH Holt 82 Oram fi {7 BATAE 1960 FEAFHARE S - 5L BT 1 E
Bl il i TR 122 B 3EY) - VDA 38 (Thalidomide) » FiTig kY S AR L KA1k -
A B HE SRR AL PR AR » mIREED B M B e FHAVIARIART - 75—
ER HTFFZe 14 TR I S FH A B R TBXG BLpRIAs B » i e o /E s Ak -

(PHAES 12 B EBE R (12q924.21) EAYEEEERIAI T (Transcription factor; TBX5)
BRI BN - B B RAVE LA o 35 (AR RIS g Uk
HThREsER » ARSI R LA (Malformations) 5 P& SR I RE o0
FHEMERF (Heart-hand syndrome) < E Fiii% 5 5% £ B )b £ K S BLAHBHAYBR I AL 1 -

T BAER:

H B R A 2 R R i 98 2R SRATHE i o 1T/ 32 B PO A 38 A R AEET U
0.95/100,000 -

= EBER

18 MEE A ELE AR - FOEEEA L OREER - 158 - ARHEH
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Holt-Oram fE{&EE

Holt-Oram Syndrome

IR UE BN R T2 5 IONLEERR IR BRI 5 BEAGR - F
B EEEAR A R ELAR AR E IR AT RE LU AN . - SGEZR A AT RE - SERE IR B
A4 MR E AL T

M - ERARRE

EANE B RERI A4 T/ FRE & HE (Heart-hand Syndrome) ; » 5& fEE (& HEHY
R SRR O T E M ERE L -

S R LR 235 (EE 2 BF A o RBNAY P IR G - (25 (BB DOE -
DLFE B IEMER Tk AE 1E o Ol & F RAVRF 205 HIRH B (Atrial septal
defect,ASD) ; /(% HifGfik1E (Ventricular septal defect,VSD) 7F3& {JiE {5 i H1th A HY
BUE - BRILZAN - BE AR R DR E A T REE B - BIA0 : BHREE)
fIk:E % (Patent ductus arteriosus, PDA) 8¢ 2 K Bk ## {7 (Transpositions of the great

arteries) ©

BRI TR R EEREIRAE LR TR IR AIEHE
HEEHRSPA > FUERRZERHATE - KIHEEEGZIRE > BEE/) - R
HENBIINRE—IREH - A - BETAREAFHIR =8 F450H -

BFFHRE rTREth G 22 E - S RERRRETEN RIS  BF
B DRZ RIEHA

\|

<

W S
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=§J Eﬁ |
" ERHE (—) ;

5 AR

OBRRIERE - fEEHERRRE A E e DUERT B Iy - @ IRE IS Eae
WEEER ;. HATARZ B U P IRsiE Al i 8 E 1 G 20T DUERE - Rt
FERURRIE - B IEEMEIAS RSB A - T HARRAERME R IR 40 -

FHIFEIHY - B BRI 5L H i P AR B R FA S R AT U B L - AR 1)
R IR TR RIS - HERESZHE (E2rREREK) ~ JE
HR/N (BB ) SR B ERITE » TR L TEHEEGE R (E R -
EE R R N EE AN o LR - B IRIRERRRTS - S B EE AR
HE BB AR E A EET IR - (EE R - BRI &
&ty - BEREIFE A S EEE LN -

AR
AR 1A L R ER_E R R TR AR o IUE T R AR
W B AEEANEH AR 2 - (HEE N §efE £ oy R EAst 2an

2EEH

+ Familial heart disease with skeletal malformations. HOLT M, ORAM S. Br

Heart ]. 1960 Apr;22:236-42. No abstract available.
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(B 13 P2 5% B 48 J) PE i B JEAR2F ; #P B F B 1R KA )
Andersen Syndrome

0 6 Andersen FKIEIRE*

—  TRES

DAL/ Cofgt ) S SR T RE A AR R B » PITSESCAy, o T E  E R2E E HY A J BF
B BIEAIHGRPEERNINES 17 SR B RE KCNJ2 (14 17924.3 (B @K LAY
KCNJ2 £[A -

1994 4 Tawil % ARIHFFEH » FEHIHEE 1 B SMBI L L IR T TE IR - 3%
IR E 14 48 N BLSR B  BUROB A M B RV B - WA LI QT 6%
JEE: (Prolonged QT interval) + /(2 H{ B 43 (Ventricular bigeminy) Bl ## [, 25 14
OMESEFESE (Bidirectional ventricular tachycardia) ZE1 42 » AN BEE SFF /N © (K
iz H ~ /N (Hypoplastic mandible) 555 Fi FHEFIAE R (Clinodactyly) + FHEHIE
(Scoliosis) S Ffh  FHERRILAGR E (Myotonia) ¥z - Rl m] Sl 5 1 (1L 14 B S S 18
{EE (Hyperkalemic periodic paralysis) 9 E-AHIE ! fH— 8 B2 B -

2005 4 Davies % A » A 22 f173 B2 H 11 (A BRI R ENEE - £
(Ul T Y BRI B T RBRE (B B ORI B AR » SN BRI IR PR S R
W NTE s BREFREAANEMN  FEERKE - FRERKYRE (Abnormal
enamel formation) ~ /5% 5 148 3% B4 (High-pitched voice) ~ B2 72 [E R - 4 RE2L 3

KEIVERRFE T -

EINE DfHThAELRA
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£ =
o0 EE®RRE(—)

o BEXR:
BeEE A E FE R - HETK A 100 (L2 GI#EER S - BT RRA - BHRE
A ELAE 3% A SRR R AN - (G #E3RH S 1/100,000 LAF -

= EmEs :

FoRa e RSBV (H - B 50% B R BUR FEK2 T 2 AT al -
FERIEE » T IEERAA eI E M - A E (I EEIE - BT —
RHIE 50% FE#R - AR H 2R -

1B (R Al B (R S A TG R (R B SR B R RAHRBHARUE. - AR
FIEE ~ AR B DURGE S E R RRR B B RE o 200k AT R R EA R
EMERE LR - DS A R Ry&EE - RHIR2E NG - i
R AR o

M~ BRRRERE -

FEBPIRREERT (910 ~ 20 5% ) - BIE B LB HIIEAR (20« 0 - 22
FEEER - MRS DEAABERE - PR ATRESE SRR - Z 895
T © Yoon FAJR 2006 FFFAE T 10 fLiEREH KCNJ2 S AIBRFERIEE - M IEHER
B~ B RRE =T R E MU 2B R
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Andersen GAEIREE
(WEHRFEE TR EIEIREE ; $P3E FBEHE KA )

Andersen Syndrome

BAEESR & FE
EIECRGES TR EEPEES | THREAMERIE
(Broad forehead) AR R E I EA AR | HE
(Consisted of delayed
eruption of permanent
dentition)
REg AR B AE FEa D u A e SEELH 7
(Short palpebral (Oligodontia) (Brachydactyly)
fissures)
SRBRESHANHZRINGK | TREE 55 2 Bl 3 gk e (2

(Long nose with fullness
along the bridge and
bulbous tip)

(Dental root anomalies)

~ 3toe syndactyly)

HeE AERSAEREIR
(Mandibular hypoplasia)

EHEE
B BN

(Small maxilla) B8 45 &
(Mandible)

5 5 JiAl B gk 58 % e 9
(Toe clinodactyly)

BLE B=2 g
(thin upper lip) (Narrow upper)
RS HEER AL SN
(High-arched or cleft palate) | (Lower dental arches)
=AkhkE RIRE B K H &
(Triangular facies) (Lower border of the
mandible)
I 12 R /Y 58 A AT M
(Antegonial notching)

B RVERE A S
(Mild facial asymmetry)

W S
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£ =
o0 EE®RRE(—)

B
TR B (E N BRI (B O FR ] RSB DAFI Y - H R A DAEE AR
HIAGETTER 2T - #0F 70% B3 nlhil HH KCNJ2 ZAIHiREE -

Ak
(— ) ERFRAEARAYAHE |

HHE I R AR5 5 - A R L A S B R R R R (<3.0
mmol/L) » % 15 ~ 30 73## F1fik#a T8 5 20 ~ 30 mEq/L B #ML7E §#HEETRAE
WEZRIEFE  HRIUEHOISTEIRE R - QR RIORER - B2 FHoK
L&Y SRR FAE B ATES) - DRSS (ERE AR -
(Z) R MERRRIRRITER

REERTRIE H W A E (F S HL R A bl — R m] VR o 1 B e A 5T A
MR35 R - ARG AT OB S | 38 BB + 60 PR R I %1 (Carbonic
anhydrase inhibitors) 545 H {8 F BRI U AR T- M 75781 (Slow-release potassium
supplements) Y] » FRAR AR B M O AR R BB - BRAE A UL B 2588
7% (Implantable cardioverter-defibrillator, ICD) » DUBZ 23 2= [ MEANEEFTS [FE R B
J% (Tachycardia-induced syncope) ©
(=) RBEEEHAENTER :

R PO BN EBAYEEY) (L H R SRS TRIEEY) ) - R
FREEY) AT RE & A AL RS A PERIAEAR (Neuromuscular symptoms) » IS T {5 7 17 &
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Andersen GAEIREE
(WEHRFEE TR EIEIREE ; $P3E FBEHE KA )

Andersen Syndrome

SRR L - iR AR S S R LR (5 T A T LA -
(1) BRFRAE FIS185 -

2002 4 Junker % A §H— {1 B2 M B FBGIK - + 4T84 *Amiodarone
Bl *Acetazolamide FCEFTAHBIAHE + R T EBE I LM NLA B RER &5 5
LRI IS - A S ERMIHAE KONI2 SR8 H AR HOE IR B -
HEBRIEE T 12 B2 0TI (12-lead ECG) SIS X 24 /IS AL LB (24-

hour Holter monitoring) HY&5 HIfg 2 -

(*) TR A

Amiodarone : JEFE UMEANEL - EIEE L BEEES) o VERE
Acetazolamide : VG /KIE ~ HOGIR © EEF TS LA - SEIERE @ FHOBIRFoKHE -
R H AR -

+ Andersen's syndrome: potassium-sensitive periodic paralysis, ventricular ectopy,
and dysmorphic features. Tawil R, Ptacek L], Pavlakis SG, DeVivo DC, Penn AS,
Ozdemir C, Griggs RC. Ann Neurol. 1994 Mar;35(3):326-30.

+ Andersen-Tawil syndrome: prospective cohort analysis and expansion of the
phenotype.Yoon G, Oberoi S, Tristani-Firouzi M, Etheridge SF, Quitania L, Kramer
JH, Miller BL, FuYH, Ptacek L]. AmJMed Genet A.2006 Feb 15;140(4):312-21

+ Andersen-Tawil syndrome: new potassium channel mutations and possible

W S
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£ =
" RRRRA (—)

phenotypic variation. Davies NP, Imbrici P, Fialho D, Herd C, Bilsland LG, Weber A,
Mueller R, Hilton-Jones D, Ealing ], Boothman BR, Giunti P, Parsons

LM, Thomas M, Manzur AY, Jurkat-Rott K, Lehmann-Horn F, Chinnery PE, Rose
M,Kullmann DM, Hanna MG. Neurology.2005 Oct 11;65(7):1083-9.

+ Amiodarone and acetazolamide for the treatment of genetically confirmed severe
Andersen syndrome. Junker J, Haverkamp W, Schulze-Bahr E, Eckardt L, Paulus W,

Kiefer R. Neurology. 2002 Aug 13;59(3):466. No abstract available
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Congenital Interstitial Cell of Cajal Hyperplasia
With Neuronal Intestinal Dysplasia

0 1 KR Cajal KESMEESHBEWETHERR

— TR -
(—) %X Cajal KRIEAMAEIEA (Congenital Interstitial Cell of Cajal Hyperplasia)

H5iE Cajal KM (Interstitial cells of Cajal; ICCs) 2—FEEF HIAIHHA -
Wi Ky B 15 B iR BRI B &% (Pacemakers) - A FHE1 1558 A Y G E) - ICCs AU
ST IEE R AR - A ¢ e K MEEAIGIE (Hirschsprung's disease, allied
Hirschsprung's disease) ~ %51 7 49§42 (Infantile pyloric stenosis) F {81 JEL %8 1%
/INIEPEFEZESE (Chronic idiopathic intestinal pseudo-obstruction) %

AN » ICCs HYAERAZ ] o KIT EERIAYFTE 5 o KIT R Ryl il b7 A B
W B LI RER) 52 85 (Transmembrane  tyrosine kinase receptor) » —fi%sKE » 1EH 1Y
o-KIT Tl & AMRABCHS » TS ALAHERE PR BRI R B - (e B ICCs YRR -
B o-KIT FEA A FEAG S ECRE - Bl P ErRI3 M E RS (LRSI BRI - T —
A EEICCs MR A - SRR R4 2B E B E L E E
(Gastrointestinal stromal tumor, GIST) H¢J&& 4= Bl o-KIT Z:[KAUFEE R -

)

(Z) BEWETEERE (Neuronal Intestinal Dysplasia)

I EANFCAITIRE » TR RIS EENL A RES) - BERSE N LRI EYRE
IEH I RIS E ST % B i (Neuronal Intestinal Dysplasia; NID) » BI[A]
I ENRMFIT e R B IR - R IEREE - SR RBIIREIKD - S5
BELZE R (R ~ IERREEAR -
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FX% Cajal KEBHRIEESHZEWITTRERES
Congenital Interstitial Cell of Cajal Hyperplasia
With Neuronal Intestinal Dysplasia

38 B PLIE B B 2L [A] 1 N B fE 8 Barone % A (1996) J Fadda %5 A (1983)
SR FEFRHY - NID AJ R ER AR Rl S iR PR F BN - 4378 NID A K¢ NID B wi fsE 7 -
1. NID A R ABRZER - BRER R RGELZRIEEE TR - MEkbHE
(R FAEE ~ [ 78 S (EROIRIRFIGERLSE -
2. NID B AIA| &8 5 5T g B LS e (B2 RS Ry — 78 ) i R 9w T by
4 ERCERRYTCET « #E ERROTASEIHIESRAL - R EIAZ RS R 2 iR
FaRG S PRGN - FLER PRS2 (0 NID A 8BS0 - S8 Fe AR £ 20 HH 3R N IR AT (E
FEAR

£ Cajal [RRE MM (1ICCs) 3 4= BLIG E A T2 A 54 (NID) HBARHE L -
R4 O'Brien(1999) % AW ZBIWFFEHER » HIfA ICCs (7 B AT E N ATEEN Y
A 2 [ - EREIR T R B LR (S ARk AT Y — M) (Z AT ICCs 3842
FHEVERUBE AR - HIRE MRS nTRE R MR TR B - S S RS
EHEREAYEEAE AT RE RSB E ST & SRR Rl S e N - TR
ETIROTT R E R RER -

T EBAEXR:
ILE# 4 RAHE DK - BRIAREEREERIHE - BINEEMIRBERE
B 7 EHRE B EEHAT] (American Journal of Surgical Pathology) #3%—Z& i[5

BhE HERRLR
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= EEER:

R 2 B R A MHBART e h 8 3 - SE RS R M Cajal FUFHIE HIIARIE 4
HY KIT LAz e DAg et iR B M B Ery R CR ERG T — MR BEET AR KIT #t
BEAEEIAIR - T PRI 50% AURERIER -

ZHIGETOTRE R B A (NID B) (YEE R ERHEZ - B3R 2]
DR FBGEENZES - ERIE hE A e B IR EH AR ACEER T —
e

I~ BRPRIRE -
FEE ATRE B A R PR IR  ROESRE - A0(ERR SIS  IRIR R SHER -

T B

—) EESE

Al 2R RERS B X ORI B s - DUSAIGEEZERI BT -
(Z) BEEHTHREIEE (Transit study)

2B el 5 A BACEHH MBS MR RIREEY) - DRSS ss e B 15 E 8
FERCEH ~ SET A MTE I SRHEASERF B S E N SR ETERE - DAENE
EHELIIEE o
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FX % Cajal KEBHMRIEESHIZEWITTRERES
Congenital Interstitial Cell of Cajal Hyperplasia
With Neuronal Intestinal Dysplasia

(=) BBt AteE
TEER G ER D) Fr - TR Ao BLER R e A (L E2 S 0k (Immunohistoc-

hemical staining) FFAHBAIAT » R LUAERY L ZL2HT /75K -

N RE

ERELRIER - FEFES

~

BREARRE - ] DAZE) ) S s 0 5 SRR A A

5 H
o SR EEEITINE R AT ER D o SR IR G - R I EEEN
EVEE -
A B 1558 1ICCs MR HG 4 - nREH S22 RS 150 2 e gy g -

PRI B E B S E e - DU R~ R FIaHE -

Z2EEH

Exclusion of linkage between RET and neuronal intestinal dysplasia type B.Barone

V, Weber D, LuoY, BrancoliniV, Devoto M, Romeo G. Am ] Med Genet.1996 Mar

15;62(2):195-8.

Neuronal intestinal dysplasia. Critical 10-years' analysis of clinical and biopsy

diagnosis. Fadda B, Maier WA, Meier-Ruge W, Schérli A, Daum R. Z Kinderchir.

1983 Oct;38(5):305-11. German.
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+ Congenital interstitial cell of Cajal hyperplasia with neuronal intestinal
hyperplasia. Jeng YM, Mao TL, Hsu WM, Huang SF, Hsu HC. Am ] Surg Pathol
2000; 24:1568-1572.

+ http://omim.org/entry/601223
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X-linked Hypophosphatemic Rickets

(IZ B8 S B BE SR ) (B E

— mES

iRz SIS EE R A SR EHER - (HEH IR FET R FRAVEE -
W Ry RGO e S L N 255 B BR i T 8 1 - B2 80% HIME{FAER B #%Ed
FEE o BILIE ST R RRET - HLARIY 20% RITFRAWGHH AR RS A - BEBR T 2
R E BRI R 25 - SERTE B g &nE ~ Bl SEXREAIEER - D
A REE ROV MR R - AT R E 2 -

{E#EREE (Hypophosphatemic) B {5 ML B HYBRZ - & HH A IR kY588
FESUATIEEY - EER KB AR R E L E R A BRI - EEHERITHY
TIRE A (50 PR e B B EECHT [ U I o - FRPE S kA - IR T AR EREE
REE LR GBI - FORE IR SRE SRR 52 (8 & R IR s R i
BT BRI - M AR B E A B T -

AR
H R a2 4R 345 1/20,000 °

= . EEER

CURIE R RLH X Jetufts Xp22.11 AL B _ERY PHEX BRI FAMTEL - SIS
EWTEEIERI AT - HERRZ RRh 208 o N R AR - ASE LA e R H




MRS SRR QA
X-linked Hypophosphatemic Rickets

AT AR RER SUE B PR G0, » IUE 2B AR R - B RENE
WE BB - sEERANEEG R T - HEEGEEZ  ZEEE6
Pea sl > B G B A -

ERPRZRMH -
(—) 1E XStk Rl B 2] Bt R EAIR ~ BRI -
(=) icEh - EEAETANE © IREAEI NS EINE - B B BT B & A (0
fiEEBEE (Rachitic rosary) °
(=) BREE - BHERGESEE - AR IA S E R EEEHE BT -
(V9) BFENHEE R £RERE - AB®EZE 130 ~ 160 572 °
() TEE M A s EE A2 48 - B/ IVE B 'S 58 i B Y R BORUE. » #rE TP

(ON) FEEHEEEAR  BEHRFT A2 - MiRESIRCEE SR - RAE

(£) K5 1/3 BEETEIHRE - RAEER 10% G0 R Z KR AME O -

%2
BEEZ B2 » 50 AR Al b 2 ] S B R LV P A B R R BUE (K~ IS5 Ry

BARE WRRASRLRA
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TEH ~ 1,25— . FSEEHE 4 25 D3(1,25-dihydroxyvitamin D3) % IE & ~ i M B BE il
(Alkaline phosphatase) {5 ~ &l FF TR MR 22 TE# BUIRAR BLE /) VE S IR B 1Y) P IR L
TREEREBL -

BN - 1 XOEF g - ATRBRERENEIRGRAZ - BERY - B
T EREA  REEI B E BN B & TR 8E B2 (Rachiticrosary) ;
FES T2 5T Mol i PHEX SER 2 228 - JRAl(E R BTk -

Ak

B EEEEARNREES - (HE 6 (HH AR - MIEBHERIL - #55%
MR E#EAESR D A DB RGE B iR AR P IR 5 © #2985 B R I E ik
EREAVEL AL - KREHEAES D A ABAEE - FrDUAE S F R
%K 10,000 ~ 50,000 BIFEEEAL (IU) A EAIHEESR D2 KRS LRSS
Pl S AR AR 1 ~ 4 SOZIAE - BRI TR E R - B ERER M
TR X AR AT EE B B HIFREE - 5340 » /L& BRIE A St 8 N A4S
THMNEME EECTFATARE - MEFIE R EN T EE - RN E S g
G lEgEH E R ERE ST -

ERERRERESGNBER () 31386 1 H 1 HAE « 1E1EHEAE
5 D3 B (41 Alfacalcidol ; Calcitriol) PRAKREZ {6 {E2iE 2 (KR I (A BEE BB B -

(7 : FIBEES L ZZ2EEEN - )




Lowe Syndrome

0 2 Lowe FKIE{&RE*

— AR

Lowe IGHE & B 2 — 28 R A9 RB M BEE R TEZENIRE - M
0B B i 0 X W s Oculo-cerebro-renal Syndrome o H 4 & & i [ i B2 &
phosphatidylinositol 4,5-biphosphate 5 phosphatase =42k » H % 2% 22 Bl ffa 7
EE K HENEE - DR Z EBEERE AR - (FAREES
HAELE -

B4R
W NHATE  BOEC YR IBI 2 RS - B R B A58 4= 2R E (XY 1/10,000
PAF -

= EEER:
Lowe FEMRFHEFR LN BN - o X FOERIEE® - X 088 EAY OCRLL
ELARIE o S350 JRE ATRERH IR ERIGEE A - M2 IRBATEL

g~ BRPRIRE -

(—) EXREARRE © HAERRE B - EE RS A R T DUER - 285
P IR T -

BAE WRRASRLRA
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(=) BXR AU EEEE - B BEN AR - FERIREE T TR
IEFHREE -

(=) BES * ILASR 95 h B 5 R ERE

(I0) EaebEnt - FLUBEE A EER -

(F) 5@ - AR -

N ) BT RRIRME | (S2HAVEE - ZFEEINA - S HE - R
HIERIEEE - EEDAERE -

) Bl RRE - B/IVETIRERENE 1 sl d: - eV ERIRET A
FRRER ~ #1  EEERR AR - BES RHEM N T EEE 85 B A

(\) B/ - SEGABHE - B FHEAE R RRE -

(fu) B8 - GEEFR MR -

(

B
(—) BREARRE | SLRIEERIE - ILARTIZS - AlREH B DIRESEH R MG E R
R -
=) 887k ¢ UE Y e B SR B e B DNA A n] 2 SR B IERENE 5 SR
2V A A] IR AR e g T LA IR AT RELE: -
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Lowe EGAE{EES

Lowe Syndrome

N RE

H BT Eaf Tk - BRIEIRTGRE - DAZEY) « iy~ PIENER - BRAETa R KR
WHERBL - BEZHFag RETEBEREBMNZR - B Lowe REREFF A&
PHESEURS ~ KA RTIZEL ; ARG OHE - TEIAGFEESZ G 30 ~ 40 3% -

=

2

B
10t




Familial Hypokalemia Periodic Paralysis

(13 &R e IV 156 [ S92 5B A /=

— mES

IR FP A S EE TR SR - AT REE RN F B el B Lk T 2y
# - BRI A RN - SRS Al SME BRI A TR R -

K IE VAR #FRE A AT B (Familial Hypokalemic Periodic Paralysis) HEHA
HYEE55 18 3R GBS B SR BUEAARE - RebEE - mErn 2 — - R
g BRI E R A B RN E - DU EREFER - (RIFRIVRE R
e DN EE S NEIN T Slve 2T
BRPR 248 °
(—) FRMEEMFHEEIIERE - KRRl a ERmN -

(=) R FEB TR & 0FF IR IEE - B R ERRE 8T Hi
IEATE -

AR
WHEFESEEEy 1/100,000 °

= . EEER

ELAImRFE Rl (CACNL1A3 £ ) A% 1 9 ERERE (1932.1) HUMLE @ &
BREWEE  EEE BB KR SERE b g EE -




ZR N 115K 10 S5 S A i 52

Familial Hypokalemia Periodic Paralysis

G MR ARSR M E H PE R LU R BB R 2t (3 1 1) IR BHIE R
PR BRI (B 202 1) »

M - BRARERE -

PRACHRMETE R~ ARECRIE - iESRIEEALA BRI - ZE
AR R U LATHAS AL AEAR R IR - AR I REAE - O EEER RAVRE
A TR - ST IR - H3H U 55 -

(R $IE SO 5 AR R B BB E RYEIR - & SRR E AL A ST B0k
T8 5 MR AERRISFEAERT - LA g5 [RIHBEAYER - WEZET ~ RRER
B~ ZRRAE ~ WIURE S SR (B B M M BR S fE SR -

BEmHA -

I K ITTL PR 5020 P A P 228 s R T e e B G BT sl A B0 - R B s

A FERRR N T - 1R 35 ik A #RATIR LD R -

f BB
TERHA o i B 2 M4 705 (Flaccid Paralysis) F9 4 o 4 1

o fEEE(EHINY - BEG A MK T (<0.9 ~ 3.5 mmol/L) K3 - H.LEE
AMATRES TR - STRIIER - KR U RERS ; BERIERIFIHZILE

BARE WRRASRLRA
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= 58
ZR&HR (—)

(Electromyography ; EMG) & ] 32 3G HLAME RIS ; s F28 i - £
H 55% ~ 70% HIEF ATHE] CACNL1A3 L[R2 5¢k# -

N RE

FEBIA M B o R OB B B IR IR N 1 DU - i 7 B et 7o S e
T o EEEFEE GG HH DL ERVIEIR - T8 2 A DUz B (R SR 522 A s
AT ER R RN - FE e SRR RR IR R AFREE
YR TSR T -




BEREEEELZSEKRERR
0 4 Autosomal Dominant Polycystic Kidney Disease (ADPKD)

— RE2

HLESR B2 BRI TR R XN B R E R E & - ERESE
VOt+pR /e aBHaFE R - AL - BT REIR A EMIEIR - FEEFROBA - B
o MitLRME - B RARRT 2 AR RAEREEEREE - (LA T e
£ o

o BER:

MRIE TR TIR RS - BT 3R KK 1/400 £ 1/1,000 - S BIEEFE & -2 &
51 o IREEHEEIRERHE 1997 ] 2006 FHIST » 2 BB IERR B EB I
SR GFESEEAOBMER 49 A R 36 A -

= EEER

BEH R 25 16 ¥ 4L MBS F (16p13.3) H (A8 5t gl By PKD1 E A » {5
85% HIZW] » BB EEEE ZFIHHIE - VB RIBHIFE AN 53 5% ; B
FLARy PKD2 B[R » (756 4 BvEls b (4q22.1) @ SHIIERIENFEET 69 5%
A BN - BEATF KA 50% KR e B ER REER - B SRR EN
BB e B E R

ERFEIEE T - HEEET S BEH IR ZEHZE AT BRI F

BARE WRRASRLRA
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o0 EE®RRE(—)

RezEn i NEg - BRI E A R AT IR -
M~ BRPRERE -

R i K HH B 2 (T - BB RS  BORBOR Y - ATREE IR
M3 - PR - PREGIERAE R PREGH G A1 > 105 (S I - Bt ACET 7o O B Rk P

EREITE - BROIEEA - AREEEE AR - (LIRS R R R
T -

£ 60 BRHTH 50% HYEEE e L ERBEREE > TRZUEH 5 70 BLATH]
H 75% NEETREZEE - BER BRI TR - JNE - BRAE - [
dE R RE A IR IR - 19 25% BEARES OF LIRS BRI 5 5 ~ 10% & &
BEE B PY VBT » G PN LB R i SR S i R L

4

R

DLHHiIEeEE 2 /KA RS i) DUSEIERE IR B A BT LAse 22 A DV R R 1 - H
HRAFEREEREE S - BB R IR E S - (HEE U - BRI EEH I
TEEIEH BN » U HRAEE s R G R W o] LR a2l - BN
Fifsh 2 B - HERPEFREE L - SRIEERGRE -

SRIM HAHA PKD1 B PKD2 ERKIHHE e A BAE4E - Rt DLE R A2 A & TR -
i HHTE A A= R DNA 228 7 T RREES T IUE < FER IR IR -




BRERITEEZRIEBERR
Autosomal Dominant Polycystic Kidney Disease (ADPKD)

N RE

— AT AR - (LLAELEHRE - DORF IR #IE - #eEE
SEEEL: - BEEE RS IRBACRZ MR - mEE—E AR 10 257
Al TSI - DA A E R e IR E f i e 22 REy - B
AT EEZEYa R - IERARERA AT -

AR AV E RN S IR R SRR B H R - R EBIRERED
ZUEML A AR M BT - AT S SHE IR G - AR ZE A -
IS PR EIEEIRF - RIETTS (BTG - M) H R G A 2E e - E5S
R HAg A

t R

H A A A7 A LA R B R A R B - R A\ B BB P
TR - BN Z BT ZMEREE RS - LEBEATRELERY - A1 g
B o (HATAEGFEEM ST - B RYE D RAGFIE - APRERECSYS [
fiE - RS D ORI E P - B S - A RIEE R - R RN ESt
AR R ER - MEEFRBAZER 2R - —HEHEZEER
o SEENLELRE -

H BE R A HEUE R B e TR S B R AE
fds > SPRFERE R PRIERECR - TH S MR B B MR IIRE R — AT - B
AV I MEERER - b B R E A R DA B -

BARE WRRASRLRA
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Bartter Syndrome

R RO FH — R AE (A R sk - AR B e g QR M 2

T PEPREL G AT AT  REEIAR 2 E Je A5 [ B ES B ZAE © JEREER
BIVE LB BT EE R R 2R AR o IR R r @y - R
R REMRRE ~ A BTEERT FOE(RRE © Gitelman JE[REF -

T B4R

e -

= s

Dt ihaE s E -

I~ BRPRERE -

RIS AR IR BT

H AR EAF EE R R

Gitelman fE{REE

X

Type 1

Tpe T, 11
Type IV (Associated with
hearing loss)

Bl Bt 3 SR

Type I : CLCNKB

Type 1 : SLCI12A1
Type 1I : KCNJ1
Type IV : BSND

or CLCNKA and
CLCNKB(Digenic)

SLC12A3
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Bartter Syndrome
SRS FCAE R B HERESF KRR Gitelman fE{ZE$
B | 1 BRI R BaGARFE] - oK%~ BE | PO (ZFEMER

R | 2 BliE ~ 2R~ wAER | AR - 3 BIRE | 1Y) BEEEHHHIR

xR | 3. 18 EREEENZLIR ~ &~ 1] | 526G - DL ~ ik

| 4556 IIAES 58 | 8 ERER HIL P FE 5 M (Chvostek
B ORI - =l ~ 22 | B Trousseau 52 ~ B2
5. A RBET R RER FIRTER « KRHEE~ RHEHINE « o PR R )

2%~ NEEAYHEE o B A I A R ECE 85
BUIER

m | 1. EHERm i B Y EE R AN S HE /B R

& | 2 ﬁ?_!ﬁ‘[‘i@@qﬂﬁ AR i 5 AR i 5

{_&Lt 3. %%EEX@%@% BEME | fes 28 R4 I 8% fR=BEESR » IEH /
4.~ MAEWHEEE 1T = B T [ B

i | 20% HeEFEIEE e

B | 1. SRS PR EL R H PREEH

fig | 2. fm=ERYRTYIRRSE B2 FERIRTYIIRER E2 fRrm IEFRIRTZIRR SR E2

W | 3. IEH B RERIES B B R PR 5 DB EE K | IREGEAD (IMEBIEH )

R | 4 BEOIRKVERAER | DEER - B8RS B AR

B

2%

b

B | 1 FAIRE LT 200 | FAIRE TR ETY | BT /NE R B EA

F | B2 #5858 (CIC-Kb= | Bumetamide % Jg&& iy 3= [ | FR B (Thiazide) gk 19

B | FA) gy (BSC 5 NaK- 2C1 gy | HL[EE (TSC 54 NaCl

8 NKCC2= 25— ) B FE A {H] | H [F&EdEl NCCT)

= PIRE ROMK= 25 1)

=
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o0 =E®RRE(—)

Eo

ZETDER S - BiEeE - BlER i -

N RE

HEF O SR 1) FR P BEEL R P 588 FH R B U PO (R B R B R B I X 2 4=
E SRR - AR HIHIE] Cyclooxygenase inhibitors ; COX inhibitors) [l
i 2 T 78] (Angiotensin-converting enzyme inhibitors) 7S£ % R H E
B

Gitelman JiF fi& B &£ 7 8 75 S 809 72 - R R PR A BT 271 i 32 088 1= 3G FF
Gitelman fEREEEEFRVFIE - FTDER SR IHIE Rl se S EEHER -

H A BT RT EHE fe i DA S B BE 8 1 (A E R RIS AS 1 TR T » KRRy
FRATETA IR SR 8 =l R A BT R iR R YRR i Br A B R I AR
ARG EEE) - B ATRER AR BN - XA HGEEIEEG R - B hhEkEiE
RV HERE - ARG RS 4 ~ 6 HRYEES. -

BEGH :

«+ OMIM : http://omim.org/entry/601678
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Aromatic L-amino Acid Decarboxylase Deficiency (AADC)

0 1 RERL-RERERAEERMRIE

—  RELZ

Fy— e REE NG R ORI E 5K - K5 7 9R 68 pl2. 2-pl2. 1 1Y
(7B _Ef) AADC BL[RZe% - B & H /£ (L-dopa) B2 5-HTP {{z#f) Aromatic
L-amino Acid Decarboxylase(AADC) [ 22 it = » & il & #8 26 B % (Dopamine) i
IMiEF (Serotonin) fZ - [ 4= B B AU FE R ERE » IRE)E 52 (Oculogyric crises
OGQ) LLK B i AL IHESFH (Autonomic dysfunction)

(—) M;53& (Serotonin) *

ERFEARMEN—EfEEYE - WEANRENE - SRZREEE
R E T Ry ST I R i
(=) REEBZ (Catecholamine) :

%[ (Dopamine) ~ 72 FIE |22 (Norepinephrine) + & _[-J§1% (Epinephrie)
LR By F R BRI (Catecholamine) o TR HIREARRE - BA W EHE HEY)
FWEFE © HrE G2 2 A e (R R B (R T3 e A e I 145 25 T T B R A RS S o R =R
HOREAN » thnTRER ESHA A= ST L I P ZE B P IR Y B TR - SRz G
PREDTE ~ E SR PR I I BE -

T BAER:
AL > EEREY A R M ANEARE 0 2 FAE] 100 (2EE - BEIER
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BENE L- RERBRARBRRIRZIE
Aromatic L-amino Acid Decarboxylase Deficiency (AADC)

SRR & RPN - BB N EYEE A=K E/ MR 1/10,000 BAF -

= - R
RS R OERIEEER - R AR RS — R EER - RIERR
TERHVRRE - (BH T =R T MERRA 25% HIRERRE B LLE -

M ~ BRPRIEAR -

AW TR BB 6 B H IR g HEEB [R5 (Movement disorder) HY
MR - KSR F &R R 285 1 B e i U 5 & HFE LR T
THBEFE - AHE © #EIERE (Developmental delay) + fiE Il AR SET (Extreme
hypotonia) » IREfESR (Oculogyric crises) ELZ 4 (Irritability) SEAEAR -

LB R BB (R A ER G2 B SE AR e AT e 5 W E Fe R B3 - FEIBIMERY
ARE)f& 52 (Oculogyric crises) ~ FEREHLAIRJJME T (Limb dystonia) » 2 B EHYFE
TRENE (Generalized athetosis) ~ H FIEANEENREAR - H EMEIIRER I —RER
(SR BT R A 22 R BT L -

TEENE LA BEZ AR GAEREEELEE RIS - i HIER 2 DUEE 2 #0Y
HREH - BERMKE R IERARERE -

FLE PR AR
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5 - E2K -

FeRACH EF W AR A IZER (Biogenic amine) {CHRTE » HMURINAEREH 48
WIS T B (Hormovanillic) 275 2K IERE » 6274 5-hydroxyindoleacetic
acid B 3-methoxy-4-hydroxyphenyl-ethyleneglycol F{JEi{E -

fST5 BB 1A IE 3 B9 LR PIENS (Biopterin) HOACET » IS EF BEVR LR W R HIIE 2%
(L% (Dopamine) HYHTH6Y)E L-dopa b7t o DL ARG AYHE & 7T DUER F & 0ig
FEREATHL T (High Performance Liquid Chromatography » HPLC) B4 A 1 2 2 (35
% (Gas chromatography-mass spectrometry methodsare) 27T o 5548 » AIFEMAE
HEIRA K EHT TR L- RN R R R G RIS R ME Rl i L
8 - ERTCBH IR BRI F 3-O-Methydopa(3-OMD) #fl » LB B2 8 1
JiE » FRERY 3-OMD #ifg & L7 -

—_
/\

- JaR

HERFT L EE E BT 2T RIBEYaR - (B EEHNEYERI N ET
— B (#920%) BT LR F] 55 R B AZAHE R (Developmental progress) + {H
R BUEFH A EE - SR FTREHI B RISV S B E B 6 (Dyskinesia)
B AR & 2 AL - B ATE Y DU 4 3 B6 + 2 BB (€ 3 7] (Dopamine
agonists) + BLIZ S (LEFHIEIE (Monoamine oxidase inhibitors ; MAOI) + $i /i
14:2£%) (Anticholinergics) » L-DOPA DL I 75 2 FFEIHIIHI ] (Serotonin reuptake

inhibitors) F = » i HiEHE 2 & 0HF A Manegold 25 A 2009) -
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Aromatic L-amino Acid Decarboxylase Deficiency (AADC)

(— ) HEAE SR B6(Vitamin B6) © - FATH B (71%) #& i vitamin B6 » A5
vitamin B6 /2 AADC HYiififi -
(Z) ZERREEE (Dopamine agonists) : % F—F (48.7%) MEHEH T EH
BEIESEE < A N B 2 L IR A Rotigotine GRS RIAY R -
B —En LB EEBFIRENIGE - (BRENEENEZHAREI TR
(Mastramgelo % A~ 2013) «

(=) BSLEII&HIE (MAOI) : =202 —HEE G F MAOI(Selegiline K
Tranylcypromine) » 1fij FL3E ¥ 2 B H A ZE Y & R -

(0 ) FABERREEZEY (Anticholinergic drugs) @ BIYMEG D EEE (19%) DT
T i P 2E99) (Trihexyphenidyl 5 Artane) °

(F) MEREBEWENEIE (Serotonin reuptake inhibitor) &7 B E i
Proxetine -

(7% )L-DOPA : L-DOPA 2 —{iil ¥ A = 4 #% FCJiE (Parkinson's disease) Kz Tyrosine
hydroxylase(TH) fi Z it B AT IGHEEY) - GHCE = ALEF I AADC H[KZe
ELLE L-DOPA binding site » [Al 46T R EHY L-DOPA % B & fiE AR BH B R
Z JIARIA R IRIE T ARG S RE IS  BiRESIHE (Chang
N~ 2004) - {HR2AEE A AADC ik ZfERY B - 2% L-DOPA 1L,
2B % - AT DUB % B H L-DOPA 14 7% < € 4 [ i (Manegold % A
2009) = BLAh o HIA 25 A g msE LK 7 & (Blood-brain barrier) » fiT L
PR 2 R AR 2 B PR T B 25 B I AR T

FLE PR AR
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ATAERE S GETT AADC B ZE R E Y EERITGHE BT (Hwu F A > 2012) »
F R AR R E 32 25 —HUE Ry kA8 (Adeno-associated virus vector serotype 2 ; AAV2)
17 1 19 AADC JE [A] - 36 FH I7 88 78 (67 T 17 7 208 97 2 i e 1 5 22 v (R %
(Putamen) - FEBHTE B EIEHED AADC BERAVERZ - A 2B FEENhREN - I
K T BIIRE SR AR R E R

+tTRE

L e PR B DT RE M THAR S AN ER AR  Pons Je HL[E]f (2004) Ga&FRH » &
HRIAR IS BRI RE T MRS + —RER BIEIM H e NE R - SRR
T HENER &R - H 50% WY BE HRERTE F K & W % e - JREIE R
) (Diurnal fluctuation) BYCHEEZ 2 R iE R & Wit 0 - ELIA AT E = 2 3 4
Y (Manegold % A » 2009) « KZEUIEEIEZERFHARE - (Pons A » 2004 ;

Manegold Z£ A > 2009) °
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02 EEKBMERR

Moya Moya Disease

— .« JEEER

B F BB AEIE R (Moya moya Disease) /25N SHEIRINE A 2 HAKH)
HISZAEER - XOL R R B BB 557 ( H TR Moya Moya) [f#.Z  EhiEF 181
AETT IR IME PAZEZER - R R M PAZE - U NAE 8 MBI 2
R REEMINERRR—E  MPREER - oA "R, - 5ol
EE H R H AR R AR 3 JR 4L tlE (3p26-p24.2) HY RNF213 EEIfiL
Bl

SRR E R E e B EAZE - RAKE IR - BRERKEAR - HEl
BRIEEE © 1 RENIMER R RIEME R ERRER - KR ER G R T
ERBFHIED - 2. REEMINE R RN ISEIREAZE - BRERERE L
SNBICRIR R S - EEPAZE - IER MR AHE RIS E B -

4

WES TR 15 BEIA T SLHESY 30 ~ 40 BEZ BIIALAR A - 76 A » L st
IS B HOAE 5 BRI - R ARZIREBHITE 36 BR/AAh © fE0 i » 16 BPA TR
F{5 26% » BFEEAIE 9 ~ 10 5% - ARIFEER R 30 ~ 40 5% -
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£ =
o0 EE®RRE(—)

= . EmiE

e ME R WERERTE 10% HIEUHE R £ B E R E AT
B W AR IR M BRI E R B S — A
HIE R ZEE R - (HELE (H A R R R -

M - ERPRERE -

HEFRFH T EREY - EEFENZE R - oL - AR EENR
S - B A R B R B S - R EIE - AR R - ERMR - AR
LR ERAENS (REOBE ) 3L - HEMEEETEEIET » ik
W B SRR VB AR BRI - SRR SR R RN B
SEE) - PR S « CIIRZERY - MR - IREREEYH - FE S S (Language
disorders) 5§ » H._FIiURE RIS H S B ZAE -

SAMIE A S R EEIRE T © ISEIIRE - MUROR S - thrlRes S B

[P -
BRARRIRYFEL
(—) FREEBR L R S JRAE R FU BRI - FR 9 T 2 ~ 7 R PR IR ~ 20

Mt ~ 8 S S IR ER -
(=) Zhaltan - ERIERCVEREZ - SRS fr i R R R -
(=) Hiit 2 7e 5 W A0 HER B — (I w12 N A 58 4 55— (g -
(M) KFEEBAD R o MFEARFE L RNEREEE - 555 IKE IR -
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EEKIENERR
Moya Moya Disease
poE | BRAYEIIE
BRI 2 P N\ 28 R ) 2 B PN R IR AR - DAZE S 1 BE RS BR
RE - BEMER - BEkik
atE Ry 10 BRLA T 5E B R AR R 2 P M0 R R S AR R £

BEEMERNE | DG KESEICES RIS T o 8 R R
TEAR - FHEIRTPASE 2R IR - A& i I ZE LUR K A
PEmRAREER S -

A 10 BR AT 5 3 SR AR RE R PR (1 B SR s 2 -
EEAR RIS R EF 0 E S E AR

SRR 1 e 1L R O IR AR R 1T S 7 S (R RO~ B (e Ry - BB RS
&L BEREAR - FHIPTPIE 2R ARG EARIEEEZE - KoK A EREERAE -
Rl ETHIE G R 2B RS - HERERINERE SRS EB R - &

BEERE ~ A i Vo ot < i LTS BRI o

SR
PREGPRIEARSS - B Ay - RESHARE IS 8 & RS 52 S (S S M e
% AT ER TR ILESR RS B B = BRG] -

J\ /A

R Fs R R A - BEER B ULE W SRR TR ~ tREREARTE ~ (H AT LT TER

FLE PR AR




S =g (—)

PERIGHRE » TEARTEIGHR H AT BN Tl — IS A 1l - AR fEE Y
ERYBIIRITE AR B BIITR - 2 R PRI L 28 P e A B LT R R
BRI G2 o TR B ER R R BIBAAG - DAFERAISE A (Brain parenchyma) FY 1
%2 (Vascular stenosis) &4 °
REETHROESEFMNS

(—) BHPZEERRENIREL iR rh RSB & i (Superficial temporal artery/ middle
cerebral artery anastomosis * STA — MCA anastomosis)
(=) B8 BSEE - =FEFIRVY) &7 (Encephaloduroarteriosynangiosis * EDAS)

(=) FSEWLIEY) &7 (Encephalomyosynangiosis © EMS)

t 1A%
SLEE R A THR B R A PR AT - Rl REBR I TP E - SFEeT - E
i 7 3 T 2 8 R B - SR E VIR B ee - B SRRR  BIEA S R

JERILEHE « R DLURGETTIR ERTFIRE -

SR SUREH RSB TR 10% » MEZATR 4.3% » BULR
PALSE & Ry AL (Hemorrhage) FTE » HH#I4 50 ~ 60% HYEE A Wi LR AN Th
RE LAYEIL - HERIATRER R R M P E A5 [ -
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Agenesis of Corpus Callosum

WEREERRE
03 ;

— mES

NIy A A EAEER - A AR ER T - (R T 2 SRR R R
R —# - HrP R RA— SRR (I AR -

PHIEBERIEIN RS B 2 12 BARBIA SR - 1265 17 ~ 20 ERFER - 1E
BRI PPN ESNRRNE T ZETE - FTELNRE R 28R

"HREEEE R, -

ELEAIFAAE ¢ 1. B - SRR B AR S T s s R - iR
A REEFEEAH LN - 2. ROBRY - &ERZ=2048 8 =508
18 © 3. BL[RIZLH B R LURFTRAE (AR (A Aicardi FGRE(RRF ) - ©DABEMEE - B4
SRR RGBSR - 4. RATHANG FA RSS2 2R -

T B4R
ERBIEENETET  HFEPFREBEEEIRENESIEE 2K HREREE

IR TIE - HEARA LAEE 2/100 -
= BRARRE -

PHIEREEE B A R DIBEEEE - EENELEANER - HEREBPIEEF
R AR HREIEN T # 2 2 DGR EINRIEE - ANTHAKRECR/N »

FEE MRS AR A
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o/t

= 58
ZR&HR (—)

TNEVI - EREEERI - BARE - BRBGE/ D  BRER B
TESHHRES ; @A BE SRR GEENER - FE a0t e FHaE S %8R
R © B REIERE T B A R -

B

BHIREEE B~ R AR - HHAEZR - RE — SRR E
HAMBE PR RULSE  EER SR B RAERET - RRBIFEGE 5 #RERE - I
WE (JCH BB SRR B ) Bl M S S AR R » 0T G510 5 R
AR S A LR R © AR AR S AYSNEL_E A A AR o s B R S E W TR 1
W EEEE S APREEEE S 2R ATEE -

haE:

SRR S - CARSFEERPHEIESE A R 2RI - EEstHEEME
R HACHBR B B - T DA R R T - MR T S IERE o R R
L3 it S
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Spmocerebe]]ar Ataxia (SCA)

0 4 88/J\igiR 1L SN TE 13 5R IR

— \ EEE

/ISR A B R RE RS R A R B RIS - MEE AR - R g A EE)
BASPEHT R 3R o R MR RS NEAY 5 ol — (BB 7F - TR TT — JEEh (F Y o th oy At
g - BEIEEEERR - BIFREEEE -

BRI B RN CAG B HBREE Y3 E M558 » 2bpthiEr
AL - ETH AT R 1l - EASHERAE 22 (EA R BUR A : SCA1 203150678
1011121314 > 15> 17 > 22 » 23 » 27 » 28 » 31 » 35 » 36 » FIERFLI% &
FERBILZE4E (Dentatorubropallidoluysian atrophy * DRPLA) F153 4k 10 {l A~ [&] ) £
KIfZE : SCA4 > 18 19> 20 » 21+ 25 » 26 > 29 » 30 » 32 - HE YL OGBS
BB NEGRA LI (F R PR A0 s - 55— B BE=0 S SR BB
I SYANY ISt ot 4 Sy e R 2 ) QA Bitlh B R PIE e 2 e RS B

o BAER:

— M TE 35 ~ 50 K. [HF Nt E /N FECEFEIEREER] - fEEE
HIRERT AKT Ry 1/10,000 e

FEE MRS AR A
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£ =
" RRRRA (—)

= R
Fy— AV B MR R AR - A S — R E - BT R

A FRaER 50% BURER ; ([HEEE R —50k - Ham Faen it~ F2AEE -

-~ BRRRERE -

FEREIR RIS 2L 1 BAE R — R GEEEE a] gE 2R A RER Z

G AR FRF AR - (ES I ER ar 2RI EZE SRR H IR EE -
HEEF RS AR ERE/) RO MEENME G RIER - B —LAFENEEDN

fEAR

(—) Bt BFEE RS - ERPENTRE  BEBE - WRE R

ZIRIGBHBARY -

(=) HREREHE) R -

(=) FEah T - PHEIREE - BRIR DRURIASR T/ NVER(LSD - i &2
FEE HA A RAAOEIR o RS TUEHR 6 NREIERARERZE
VARSI ER R ESEERZE - MBI A EE L - 7]
LIE SCAT & SCA12 KUk lIERFE FHERRTRR A - R EERTE ER2 BT HIRES -
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BEe/ERIE I ENF iR SRR T
Spinocerebellar Ataxia (SCA)

Rk E5RIR

HEE A REK
e P

BoEFERYER i S T
SHERG MR SAEAR
&SI A
IR E
e

Er E’/}Eﬁ 1
TTREMAmHS SR A R ERRF(E DR TR RS - (R B E
(B SRS R ) Rl EElR2 T -

R E R & Ry 5 IR T - AT AR ER2E T RE&a DI E
A RFHEENR - IR —BMEEEE - BEN T 208 50% KRG
HERER - B AL EURERNANE R G3#R - S50 SR AR ERATLaThe
WH TR > DISEER R AR -

FEEEEE RIS — = = +Efl - HERFR CAG WHEE
REEEETIBOR - LR FRREELZ AR Py R BB N (L BT T 5%

FLE PR AR
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V8RR (—)
i ele R EUFHIRE  ERGE  EOEEH
SCA1 HERS YN RE CGA % & | 6p22.3 ATXN1
(Pyramidal signs) R 39 X
J] S A Fp A CIEH #aE N
(Peripheral neuropathy) 235 20
EEEFEASHIE=3IE:
(Occasional cognitivedecline)
SCA2 % 2 HIHRERFHE CGA # # H | 12q24.12 | ATXN2
(Slow saccdiceye movements) | & K it 33 X
BES T JE] S I 2 (IE & & lE /N
(Peripheral neuropathy) 31 %)
TR S S RET TR
(Decreased DTRs)
BER
(Dementia)
SCA-3 PR S SRS MR CAG EFHEE | 14921 Ataxin-3
(M] disease) (Pyramida + extrapyramidal) 53 ~86 X (1E (ATXN3)
RIEH HHRE) O = 47
(Ocular movement x)
abnormalities)
HLAZE
(Amyotrophy)
JER BRI 2
(Sensory neuropathy)
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Bia/)\ERCIT EF i R
Spinocerebellar Ataxia (SCA)

SERMEEE

e AERIAE ENFTIRE | ERGE EOEAHE

SCA-4 R B S Ay 8 16q22.1 SCA4
(Sensory axonal neuropathy)
SERSIME R

(Pyramidal signs)

SCA-5 FLHAZENH (Early onset) 11q13.2 SPTBN2
B MEEE LR - HEPESE
=R

(Relatively pure cerebellar
ataxia with dysarthria)

L s

(Slow progression)

SCA-6 TRIZAE 2 CAG EHEHEE | 19p13.13 | CACNAIA
(Slow progression) 20-33 X
B/ M E B R (IR
(Pure cerebellar ataxia) =18 X)
HETR
(Dysarthria) »
HREREEEH
(Nystagmus) »

(Occasional mild sensory loss)

FLE PR AR 251




8

TR ERR®R(—)

SRR e o . :

SCA-7 #2077 (Visual loss) CAG EHHEAE | 3p14.1 Ataxin-7
HRAS g 37 ~ 300 X
(Retinal degeneration) (ET—‘%’%’%’@ 4
#E K (Dysarthria) ~35K)
N [EI SRS REAR
(Variable pyramidal sign)

SCA-8 ST TTHE (Hyperreflexia) CTG EFHEE | 13921 ATAXIN-8
J&H# (Spasticity) 100 ~ 250 X
R BN R P b (IEH #iHE 15
(Impaired vibration sense) ~52K)

SCA-10 R PR ATTCT #3# 22q13.31 | Ataxin-10
(Frequent seizures) A& 280 ~ (ATXN10)
TS A 4500 X (IEH
(Neuropathy) #iE 10-22 %)

SCA-11 DR RRIGEL T MRS A E ) 15q15.2 | TTBK2
&
(Slowly progressive mild
ataxia)

SCA-13 AN 19q13.33 | KCNC3
(Childhood onset)
A RIAE
(Associated cognitive delay)
Ef19%/)N (Short stature)
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Bia/)\ERCIT EF i R
Spinocerebellar Ataxia (SCA)

RERMERE
/NS E MR

TAEIRIREY

EEFTIRE

ERWE

E{= =B

SCA-14

Ftl 25 28 VAR T T e 2
(Facial myokymia)

ANIEH HIRE)

(Eye movement
abnormalities)

Sty e L e

(Axial myoclonus) »

o I R E

(Dystonia)
EERE R R

(Vibration loss)

WA 528 R b B B 25
§J§J (Late onset can be pure
ataxia)

19q13.42

Protein
kinase C
gamma
(PRKCG)

SCA-15

0 B S S
(Pure ataxia with slow
progression)

3p26.1

ITPR1

SCA-16

B HEE) R
(Pure ataxia) »
BENR
(Dysarthria)
UHARFESH

(Head Tremor)

3p26.1

ITPR1

FLE PR AR
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8

0 g (—)

LERMEEE
/\BEEREIE

TSR

EEFTIRE

ERME

==Lt

SCA-17

B

(Ataxia) ~

i A3

(Pyramidal signs) -

SERG S
(Extrapyramidal sign)
KA

(Dementia) ~

ERra kAN VIPN - B
(Widespread cerebellar and
cerebral atrophy)

CAG HHEE
63 X

(IE% #iE 25
~ 42 %)

6927

TATA-box
Binding
protein

SCA-18

SEB I
(Ataxia) »
(Sensorimotor neuropathy)

7q22-q32

SCA19/22

TARERE ISR EEN IR

(Slowly progressive ataxia)

ISESNEE]
(Hyporeflexia)
ERSIEEVANN
(Cognitive decline)
UL e 25
(Myoclonus)

LEER

(Tremor)

1p13.2

KCND3
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Bia/ERCITEF i R
Spinocerebellar Ataxia (SCA)

REIBIEH e \ . :
o SRR EEFSIAY EEGE | EAHELHE

SCA-20 BETR 11q12
(Dysarthria)

LR 7 7 R
(Dystonia)

EEIREZ 5L
(Calcification of dentate
nucleus)

SCA-21 KA S B R 5 1p36.33 TMEM?240
(Mild ataxia )

RN EASSIPES v

(Cognitive delay) »

SRS M
(Extrapyramidal features)
[ & iRi%4

(Hyporeflexia)

SCA-22 bER LTSRS L ] [F] SCA-19 | [A] SCA-19
( Bl SCA-19 | (Gradual onset slow
FHIE ) progression)
BRI AR
(Pure ataxia) »
HREREEER
(Nystagmus)
MEENR
(Dysarthria)
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S =g (—)

LERMEE
/\BEEREIE

TSR

EERFTIRE

ERME

==Lt

SCA-23

it 278 AL B ) 25 3
(Ataxia of late onset) »
(slow progression)
EASSIRCES

(Sensory loss)
FEBIRELR R

(Vibration loss)

2p21-q15

PDYN

SCA-25

(Severe sensory neuropathy)
B EAR
(Gastro-intestinal symptoms)

2p21-p13

SCA25

SCA-26

BERR

(Dysarthria)
IREHETIRESR T

(Ocular pursuit abnormalities)

19p13.3

EEF2

SCA-27

A REER I fR 3

(Gait and limb ataxia tremors)
1 f e A R

(Orofacial dyskinesias)
TR iR

(Behavioral outbursts)

e R AR
RAT 142

eS|

13933.1

FGF14
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BEe/ERIEIEENF 7R b
Spinocerebellar Ataxia (SCA)

H e S E & (E 2 O AR R E n R U e s - AT R S a2
WIFE - CAG (EE M H AL ER G aF - FWREEER - Al R e
IR - 2 Rtk BRI B AR - AR H R R ATRE 1R
HORE © ;EMERZETE N REE R B TR - R 18 BB O MAR R A E
2 e

A=t 3
bEE B B - TR ACHT IR I R B R SR OB FestE e - A5 ALY SCA
FEERF— B =% HIREE (Trinucleotide repeats) 1% H A FH AYHEN - 411 SCA3
HRAHUE—EE CAG EHERVEIE Ry 12 ~ 40 - M EEEE FHE 56 ~ 86 -
CAG P IERIIZE BB AEIZ R (Glutmine) - B DA ESS AN E A B (FH &
—RERAVBMERED - ERREEEERENE RERIIIRE R AH - HEME
IR - AP HBURAORES] - RIER S MR AT - ARG -

t R
HWERENS - HREERZEEERE I  ERE LIRS N - 1
R EZF RS RBRERE - NGB TEm e EE -

FLE PR AR
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Huntington Disease

S TIRSEIETE
05 :

— WEE

Fo— MR R EE LR - R EER IR B 4 B REEEN 4p16.3 HIAL
B E—RIEMEIREN CAG =MHREEFY]  WERFIEERE - i
ERNEVRY - SRS R R - BEENEEBIE - EERREL
e R RRETRGE « SRR B EIRE - 1 RS e H i E -

B MR LGSR eI HES) - KRB RERFrE_ EAVNEE - Frpl 2R L
P o AR E F RS R - h— i A ETRCET P & A R R T - Rl 2R
NS B - BN - PEHIEAR  EIE I R ECIEAIISE SN E R th & 2 258 -

0

T BAEKR:
— % AE 35 ~ 50 B #ER - NEtE/INE SR B EIE RG] o EREDY
et A #7R 1/10,000 -

= B

IR —HE R B BB AR - BB 20H 50% HIHSR & A8 2UR
HIEEA] - A M EUR IR R AR R & 295 » & B — s w28 al gt am k
FIRJEERLEEE N — ; H1RE LB LA & #5 -
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5 TURSERYIE

Huntington Disease

M~ BRPRIRE
(—)TRAE

RIRERRHE - FRER - BEfi%ER B SR HHRORNER - &F Al
H—EAAEDURBAA ZEE - sRZ G R ER P BN - iR B el
BRIEE -
(=) EBHNA5MH

B~ A R ECIEFRE R E - B AT i it B 2R Bh (& aoc
% SELLREN R B AR - S R VUL o [BUUBFAVRE 0 BAE
EFER ROV o SEREIE RN - B GIEEE ik
(=) 1FAE

FIREHFRIHE - B8 - B BEFEARNEN - BENERERGES - It
SNEE ARG AR EELLGHIENEY) - WBHEE - RS EERE ; a0
KB RER R LR R RAY -

B~ 30M
TEIT AR R AR A - REIIRRBRYRHE DUR T Rk - B Gt
(RN B RS ) W2 - S AR E R &E T
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S =g (—)

B HEMAEEZE RO DENEG WA ERAEER - &

VR KRR F & #8559 SRR BN AT s H E R R RS - DA

BUHHBRE SRS A -

HBES A (E B 2 0 e R R Bl rl iR fhEa Hie & - Al o ie

LR

IFE - CAG FUEEHH@ZAER AR - REMER - Al R e

HEN Rl - B2 REE RIT e H R AR

COBERATAOR A R

R E - SEERZETHE RS R RETERY - R 18 B & AL LB M ARG E

=k o
CAG =KEHEERYEH R
<28 WHES T EEEEE
29 ~ 34 T #HFE T (LA FEEE
35 ~ 39 FLeg#E N — (Al gEEE
>40 EL3]
TN RE

B 2 EIRAY B R TG 8 B LR R SRR - A0 AT OB IS T i
HaR TR A — 2SS - BIHFTR L - %A A —fEEE rT DI IR Rw TR

26

BEE - BB FEEESFR ] YIS - NI FHZER T K —Lk
BIMER - FrLARERIG R AT 2 R 22 5 I EE - SOOMBTRREBIYIEL - BRAE NGRS 167
HEIEED - —El B A B AR ESRNGE - HEEREEEEIL -

%
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5 TURSERYIE

Huntington Disease

£ R

AP EEERRIHERR - JEMGEE S R I EERE )] - EEH
Rf > EEMERAYES - AR BIIALER S 1A - (REZEN— LR IWEREZAE
B R FFRERR - MOEBN S B E B R IFRRY - A E D) i H A B R P
B - MERREEAUIGAITE Y - (2R B RED MRS - B NOERBE R AR
EHEIYIAL B R - IR B R RS SRR  RRERRAES) -
BEAEYIRFRUIEE - R R RS E GRS E -

i A NS A Ty - B2 AR Y B E AN P R BRIk A s T 5 —
iRt S HIF A REY 15 ~ 25 4F

HWEFRENS - HREERZEEERFE I  ERELIRA A - 1
EEREZ SR BRERE - NGB TEm e R EE -

i
5]

pu (il
jafl}
%Ll.l

FLE PR AR

261




Tuberous Sclerosis Complex (TSC)

A5 B AE 1B TE
06 :

— WEE

HETEAAE A TSC1( 28 —8L) » TSC2( 55 A ) myfd AU Ay B (K] 2 - 5
B TR R AR BB A R - T A ASERREAL -

A N BETRSHE oE AT 2 5 - BT DACIE SAE IS Tt L BR DL B0 A - SR
BIGE - EEEAFRNEE EHIRIER - it a]ge R — KDk A M & ke

- 5 FRIERREHIR A IR G BB B F RS BT -
B4R

#7Bs 1/30,000 ~ 1/40,000 ©

= - BEE
Ry—iEROEEIEEE - Aot - F—I6EE 50% BERERIE ; E5

H 60% ~ 70% HIEE - BT A A MERE A SR B MR UL AE - DAH BT
& » NEZERREZE HIE - (B35 AR APE — MR EERER - 1R
BEE 2R LI 20 SEIF - ] R (E ISR 5L DR 75 S 3R IR -
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feENIE R LAE
Tuberous Sclerosis Complex (TSC)

M BRARIRE

i PR b R B IRV IR (2 Hoh —eiRdE - SRR S IR -

HoAERAR ERYFIE - B850 H RIS ARG ER - S EREZ I - 5[50
A IEH R - A - A IR R - TS A B -

BLREEEFUE 65% GHEMEFEL - BRI AR R AYREE - i
TS (EAFERI 1o N - 22 5 300 S AR R 2 ) BB E TP 85% - HLEAT 5%
TEREARRF A8 2E 5 PR

ZRAERYER
BRERRYEIR AR R eiR

Facial angiofibroma or forehead plaque
TR (32 ) R
Non-traumatic ungal or periungal fibroma

3 fE LA AR €5

Hypomelanotic macules * more than 3
% 8 7B Shagreen patch

2B i MR AR R TR

Multiple retinal nodular hamartomas
Jis R B i Ef7 Cortical tuber

M= BT %58 Subependymal nodule
=~ Bl 2R
Subependymal giant cell astrocytoma
ORI (BB )

Cardiac rhabdomyoma * single or multiple
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" RRRRA (—)

ZARERYEEAR
FRRERYER MEE WG A Lymphangiomyomatosis
BN LG Renal angiomyolipoma
Hith/ )V x ol B E /ML

Multiple randomly distributed pits in dental enamel
B 5388 Hamartomatous rectal polyps

B ZEfE Bone cysts

s B B IR TR

Cerebral white matter radial migration lines
FERAEAERE Gingival fibromas

FRE AR

Non-renal hamartoma

i e e 48 €1 B

Retinal achromic patch

BREBSR ) R R B

"Confetti'" skin lesions

2 (& Pehd
Multiple renal cysts

HETFEEEE R - BE - MRS FERS - LA REEH
R (E MR AR - FEEBERGET « IR THSET - =% TEMRERE - O
WU~ R E WU A R B M E WLAE A R S5 AN R A L

E B

DAERRET IS TSC1(9934.13) Je TSC2(16p13.3) ZEAZE I 5 - RIZHE A
FZINR - HATHERS 2 2B ARG AT ERE (b ez 80% 7245 » FTLA - Anfaf LALL R
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feENIE R LAE
Tuberous Sclerosis Complex (TSC)

HIRZERZE A AGETRE T ER TSC e TSC2 £ A2 BRI AT B &
ECO

FHAY TSC1 ke TSC2 BLAIARE e R HLEEHE - 2%t i $50E JHEL AT =5 2 A
BN o HATEIN 2 b= 28 R 5e N i R ACEE R 7 (Next generation
sequencing) 1T LE . FE AR RS -

A=t 3

H BirA B PR e B0 - S BR BRE IR EE - REEA RO
Wk (Vigabatrin) $2 il - W] 2 73% WY B AL B & - 1L Hh - mTOR By ]I il 7l
(Everolimus) B n] FIRAFSENRE(LAE - HA RIS BUE R 5 [ /K IR 52 2 i
EERE T EMIEERE (TSC-SEGA) - (] : DR RBI SR B R LLF SRR
25% DAL BB EREAK 1 A0 L EZHwkL) - HREERIRFIAR - #67F
TEARIBHE °

t R

RIBBISNEREHET #0813 BEBE LR - 75 2/3 BEHE - W AS
HEATT R - BEEERE 2GR - A AL A SR 2 2 A Rl e B sEh i 7 LAE
IIEHE ©

BOIE BE IR IEE AT TR LSRR S LS4 E A6
FERIBEIZIERDE 5 77 40% ~ 60% BEEHEFEESEE RN LRERS -
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WRES - PFF REE AR E - e Rt & B2 L Ae e B AR R
TERGZFF -

H BT iiant & RS IERT T#F - #5 5 BB BN E - IR - 3t
At —(E ] RE I BR AR DL
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Multiple Sclerosis (MS)

S HME T
b/ g

— mES

N BE A THRSHE A 37 2 B RGIR MRS HIRE - 58 LURAE L (R SR A e B AR —
fige » £ P AETHFE R A R B AR S, FE A BRI A S A SR —
L T BEE ) BYE o BRI MR G FERRAV B L —BGEAN F R EAR N BUERS - [F
fep A\ B ) B E ] DDA S AR B o EE SRR AR, - ARk
GBS EIF L - PUER— P REMECRHTRR - w2 R ST sE e - it
72 AR P2 AR A SRt P 2 25 A NN — IO BRIR BEER AR S5 11 2 A AR @

BE RS NRER - BREN A EFERNEILRAER - FF2RFRLA
TaVEE— » AT EESILERFE - RS EL EmEsRrmENEF 2
[FIRYEGR - — R RiE B — M E B RIE PN - R B R s B &
RNV E TN - (8 A\ BB 5 B 80 G I RE (e HGE R Sy [ e 5 FIHRTR
1k - BEERFUEHCN A — TR 2 i R REY T - M2 - HmRIEIH TR Ik
e —{Eak -

—BAR:

TN RSN « — 26 1E 20 ~ 40 IG5 3 (F > RERZFEARDR
TEPR 20 38 AR R LL BT R BV R 2 15 - AR A R EL B R B TER 4 ~
5% - HE{EEEIERERA 1,000 ALLE -

FEE MRS AR A
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o0 EE®RRE(—)

FEANE L - SREABE A - HSh - HERYZE A B M th A AERE - R
r B T B T R

= EBER:

HEAR BB — TS OB BRI - SR A L R 5L R R U A AT RERT 1
EHGEEMER - FUE B MRS R AR AL B S — A -

IR — LG RURET - ACHEBEHRE A —(E 2 ILE &R - 20 4% 1Y
WEREIILE - BEATE 2% - #EA T ZRIRGEIENER N ERE - HiE—
fig \AHEL - EEHE T D

Wt > T2 B EERILE - 2R EE AR R E &5
TSR BB AE R AR IR - AT REE IS T -

I~ BRPRERE -

IR EAR 2 O B AL B TS - DA IEREEN S - BE ZHIERZR
FIREARZEIRR A - 1A A EE IE R B — TR — BRI - Uil H P R B e L
ME - B ATREHRM I 218 (WS ) RS » PR - ITEIME
A~ BERERE  LENE - & R/NMERGERRFEIR - B LS ERR A2 -
B R R S FAE I

18 SR AT RE SRS BliE & - THAA R ATRERIE - B A& LW IR
e AT EAR R B A I DATH Y -
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ZIERE(UIE
Multiple Sclerosis (MS)

B 2k -

Z S VR LI AAEAR SR T 25 2L - FrDMERC BT B AN 5 - BRI DA
PRFIRAMHRBI IR AL R (2 - 35 BB B POR SL R HiCRAt - 2 X 2 ekt -
M ——HEER AR R T REME 1R - A RERZE R B B IERE(LAE - EEER=
{8 : 1. #Zg SR (MRD Alfe & AEEE S AR 5 2. A (FHEEN) AT
S ECER A AL 5 3. IS E R RS A REATIREHIR - Ba
FiF AR A AR - AR E ISR A RN R R ER
FPAETHAE R - SO E R R EA N FERERI L BN R E 2k

A=}

SR TRy (EARVG IUERTSEY M R - (BB E 3 2 RGRT R AT A4
975 5 R I FITs AR B BRAEE © AR Py A HOE AR AT (EEREE ~ SR8 ~ 0 ~ K
/IMERERER T - & OFEEY) AR IRAOTGHEEN Al BEAEARDGE - BB 2EREES A] FIZkia
PR TERYEE(E 5 ATAATE HAT#E3R (3 -interferon) ¥HYAME 280X B A5 5%
I A2 R RR S o H AiTA SRR K O IREEY Ty R PR B % R B g oa 5 a0
Glatiramer acetate(Copaxome) + Natalizumab(Tysabri) + Dalfampridine J% Fingolimod
% PSRBT - R R ERE - R SEnAE
HEAEDSEER LRINGE -
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Jis | BmnEE

— JREE
BURER— R R R MR - ERRRAERFER TR - BiRECR AEA rife
SANLYIBEHE (Peroxisome) KRV BEERZ - IH'EEE A K (Leukodystrophies)
G R (Myelin sheath) FYER - BEUVNECARHHAEHEIEE VRS - BEGE
{TIEBRSHIR S -
ALYl IS E 2 Bl R e A IR L E RS /e (EA=3iA09
FIF S LSRR - HIpe R afTRANBEIE B S IER - BIE LUK
R F S TGRS

N BER:
%75 1/50,000 «

= EEHE :
Rie e R - AR A iR E R MR - B
BEH 25% HERAEEIE

g~ BRRRERE -
T i 428 K~ DL ORG DAL I PR 88 B B(EL T e T E AR i R B Y BB (Vision
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HEMIE

Zellweger Syndrome

disturbances) » —2E BB REE A A A AL BB HYER 52 o HIAEIRE rTEAY B E s
HLAERIRAYER Z BRE B AR RK » HARAYER G v AR G S BB R L %
EERE B - DB RSB o EEE B AR M AT RE g A

o AR : HLARDE NESERE B A E - EIRE RS E - FET6E
A U AT EE o A S B E BT D RE I B 1S - R RIBEEE R L FE AT S - R
AURERT ~ EARERE -

o 5 OE HA O TMIREENT - RCEMEAVIE DL - BIRERIANARIET

& R HAERAERIER Postnatal growth deficiency) (S Hi 4 88 &
2740gm) ©

e 55 $E &P : FLE K SF (Flat occiput) » K95 & (Large fontanelle) ~ F 5 i AU
(Macrocephaly) - s SZ4H (Flat facies) » %83/ )\ (Micrognathia) ~ Bi4E#¢ S (High
forehead) » /NELEL#; (Minor ear anomaly)

R B : JuRTEH WIE (Congenital cataract) » i #ff i (1 3% Ji5 % (Retinal
pigmentary change) + R 7 # Ji (Slanting palpebral fissures) ~ HE #H i# &
(Hypertelorism) ~ B /9% {7 (Epicanthal folds) + f&[E &% (Corneal clouding)
U [ #% 1Y & B (Brushfield spots) ~ & AR AE# (Pale optic disk) i

[ 75 U7t [E] 22 % (Abnormal electroretinogram) ~ & Y HE (Glaucoma) ~ HR Bk 2= BH

(Nystagmus) °
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S0k

o 550

ER&E®(—)

e P& B RERF IR BEERTIAE-

o> B O LEPIREEE - FEEEEICEE -

e > B : FFIEIE K (Hepatomegaly) ~ AT N iE3E # 5 1~ % (Intrahepatic biliary
dysgenesis) ~ #74E bl 54 /H (Neonatal jaundice) ~ fif i & (LA BF R B2 (Absent
liver peroxisomes) ~ BAFAE/E (Pyloric hypertrophy) °

e B g : /K% (Hydronephrosis) + & F7'E /N2 [ (Renal cortical microcysts)
B E (LYIEg S H = (Absent renal peroxisomes)

o JBPRAETE : AMEFEGE B MG HFEE2 (Cryptorchidism) ~ FRGE T3 (hypospadias) ;
TEZLEREFE K (clitoromegaly)

e N 2 B LEY] (Small adrenal glands)

EaRE] -
e AR A IR AT R B WLAMESR IR B2 » i DA 5 B R EOE B th e
BESE  ANHEFEREE - FHEIEILAZEEE - MR EE BN RIESRERR] -
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h

HERBSKIE

Zellweger Syndrome

k3
IEE REEAEPHERRE
(VLCFA levels)
52 . . -
(Phytanic acid) IEF~1 EF~1 5
(el HisR Hi{37 THCA/DHCA T
(Bile acids)
FRi%&
AERBE o . -
(Pipecolic acid) ER~1 IEH EH
Epgxydicarboxylic HH~ R i~ R e
acids
fE (Bile acid) HeE

o THCA/DHCA Hi3R THCA/DHCA 3R
# M ERAE
e T e .

(Plasmalogens)
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o/t

= 58
ZR&HR (—)

N RE

H BTE I S G i - thiRE —IRERaRE T8t - IERRIETAMIN 2
BRI 5 3E AT B A IR S - HoAth Ry i HILE DUE IR B SCRF R T - BfEER R
(f Bf & YR i FLELRE{XAE e iR Phytanic Acid) ~ $277 (877 &Rl deas 1y
)~ iR (GEREREHE ) ~ FFTiRe (ERETHT - MR FeRE ey K 2
fAE A TERUREM AT ) « ISR EThEERVREGE (FUF 13 B G FEMEL - 5T
FERIEEY T DA - @E T TR E R TUERAIEEY) - (B aEE R RE
ATDAHAERI(E ) » A REISERIRREIR - IR ARG B P WA R RT A -

BURERYTRRR BRI S H EEW R 6 (8 H NEEZmHEhE - R ATEE
SERRIIREE ~ 5 H E H B RS -
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By HREE

— TRES

Fo—ZE RBIRAEMERCRTER » I3 N BERETE 1 R E T
HORML R B RERRRIIR G - HEBBEATIR 1996 F 9 H#BLE - R X fa
BE (Xq28) (& b2 AFEFEAL CPG #5 & E H 2(Methyl-CpG-binding protein-2;
MECP2) &R Z€# FiTiE 2 ; MECP2 & H #1604 e iy 8 R A0 g el -+ o B 22
i) » MECP2 & H T RERY S & {5 — S0 I 5 R 1 20 3 T o S A o0 o O B PR
MRERERIFR IR - S35 B PSR R PR i R AL -

T RER:

#1 1/8,500( ZLMEFT A 5L ) » FA/ NI A S - TEAR AT 1 B AR » SEEED
IR /N NE—HERE > TamfEEkE - HEREEL - WD BB LA
7 W H I AR FOERIIEAR -

= . R

MG E M EEE - RME—FEFHZEREEEER 04% - KI5
HY R B A A B g MECP2 B[R 228 Fp ey -
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I~ BRPRERE -

BRPRPE EY FHe FEAR
£—Hj 6 A~ 1B+ | Y6 ~18 MHRGET HRIEH - EENILEZ
FH REARE & 2 - AR & RS R D
ANEEBINTAY) - Z W5 b B AN LR - AR
Al SR G R - RN 2R AR TS
A HRGEERFIEFET  SUEES
DA [ R R
EH 1~ 4% SR DROEGR AL R BRI 5 - WUERE S E
BERPREE FEe - 2EO0ET - 8T BT ELAWHIE
EfE R T AR = B A B E S R Al R - BT
{EHA RTE ANEEG 2HE - R -
IRANZBGERS PR - DHEI B R R B -
E=Hj 2~ 10 5% EERRE - N EHEAER DERERS © BRE)
IHEEE BR - HEAEB LI 8 - BN
B/ g BB - FE S ERGED o R TR E
ZIBEH RAYEER -
ULl 5 ~ 25 K% R 10 BAAGELFBERERS - TWEN
EENRIE REERS - AR T EmE - Fhimk - HR
Z B HA R~ 55 S e TR E F AR E - il A GE
TIRERERT - TR LB B HE A -

f2

BEAERIRZE TR S LB E IR RRI R - T 4 B B i i SR A A 2GR T
il » ACHERRELAAROUZER (B0« RAREGEE ~ MRGRALMEERR « RECERRE /&
/NISFETEIESE ) BYRTRENE - Hoth A &40 E (Electroencephalography; EEG) ~ /([»#&
DA e B E RS  £E - REFREGAERENEIY -
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YR EGIE

Rett Syndrome

B2 20 -

BTFLEHE - (S BIESRITHE FE L 0R - HRIHTE 80% Fl 40%
FyF 5 T 23R MECP2 SLIRIZE8 + 534337 8% Fil 3% M8 ] F3G MECP?
SRR B -

N RE:
PHEASE R EEC B3I - BRI RGBS R AR NG 2 5 (BACRE AT BI LA T

WREEE -

HIRAEAR B2

FiEAE BRI AR R B A 7 BhTE

&k /NGRS R AT T BhTE R - B DU EE) -

ERIERE RN R AR RN - B

ZEi il A E GRS [ > BT RY) -

BREh R R e R R SN SRR 5 (RS - R 2
TR BRSO IR 8 TD@% LA
/NGRS RHE Rl iR B -

e B R EEUEEIRE S - e TEE KRG
KR A B VIEEER -

€t R
TR MR B SR AR IUE S i e B SR R A - EH AT
HZIAZEY IAET R E T FHEReR AR 232K -
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Spinal Muscular Atrophy (SMA)

BRI NS
10 v

—  TREE

# BE AT AR I G R AR AT TP EOED, - SEENIRASE g s | 3ES)
A E U IR T - ST S R L A W i 7 JE 0 BRURRIEE - SRR LA 25 i
iR - BREMENLAZEEE (R SMA) fh— BB E B MR ERR - BAERIER
A - SHEE RN R RS ECBLR(L - BESALARIRES - 2 18
iEER b ol 28N - TR FRRE - BB Iimeosi 52 o -

H BTEABSE R IER) SMN SR FAJLEfS 5q13.2 5 BRI - fEEEME I
B DNA FFIFEH AT SMN £ © SMN1 F SMN2 -

SMN1 E R SLEHT SMN 2 HE KHS 7> B5e B IhEE + SMN2 ERA A B8
JEH D EHSEREIRERY SMN ZEH'H - i SMN1 HYZHRE ARy SMN2 ) 10 £

FHFY SMNT B SMN2 (I f7 51/ Bf A e FE AU - 58 SMNT B SMN2
FHE 538 A 2K (Deletion) 2L (Conversion) = #] 95% HJ SMA B # (&
B~ TEEE =) B SMINT BLIAFE A kA B - FLER 5% HIEFHY SMNT £
N Z2%8 (Intragenic mutation) » #5 B 2 & SMN1 F K #r4: » HJ SMN2 £
RNEHNZLEG R EZHENRER - SMAFE=MBEELF - HBEEAEF4E
SMN2 ELRIFHERER ) - ERTBIA TRl #50 T-E YR - sHE S e R e TiE
B EE R 5504 - DA S A R - I TR B R RS - o R &
4o
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BRetA N ZEEIE
Spinal Muscular Atrophy (SMA)

o BER:
1% 1/10,000 ~ 1/25,000 » £ A {8 AE (R EEFTE2 G 38 33t 5= J B8 i Y 22
FRFEP] - HLAGEEEA = FEAH R - —F5F 30 LR -
TER IR R » A R E R AR M ABARIE (Cystic Fibrosis) FUBUEIE#E

= - it :
BISAEIREEN (BRI R — AR R
AR SR S B AT - BT TR - W — /g BT
HEBIERE 25% HBE RS -
EF U ERBRRILE - EARBICGS SR T - RS
S SMIN SRR - MR R RS -

FLE PR AR
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smﬁﬁ
o0 EE®RRE(—)

I~ BRPRERE -

E ETER E=E
Werdning-Hoffmann | Intermediate form | Kugelberg-Welander

(RBEVER) (FRIEERENE ) (BEERYRRE)

BmeEle | AR o AT HA®k e ~18HH FEHERISMEA *&
EHFHEY

AEAR o SRR/~ AT ~ | o LR H R MERIAR |« K2 BUE BB 181
WPk S R A R | R PRI Rl I ATERRISET -

DU R BB AR AR A |0 LAy - o | MEHER RS

BINLZBEG | EoTheEE | LSRR
R AT LEHEAOSN B | &

%58 SERIRTHED L g
R | S IR
RHEERER | EEEIN AT 7 - S

e e tis b
EEEFIES | AL OB MR LA R E T
P FTLAOE - 6| it
CLULE T oL - pe—
EELE MY - | o (FEMRE | T RRE
W DRI T gLt

oM H— A MR B I AL | B IR B IE
TREEAIT

o NI

% o RZEUBRE /A 2 5% | o B Lo fEFL EE HIRESE | o L A M 7 0 N
FRMKFEEMELT | T HEKZEIE| BEET  BREREY
F[ 20 ~ 30 5% CIFTERMELT
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BRetA N ZEEIE
Spinal Muscular Atrophy (SMA)

T - 32K -

(—) NEERWEEERESE

(Z) mE+ BB RIS

(=) A EEE

(M) BLAAEDAARE © BEK B R CE R E R i B L aokis - (HB R SR
SEHERET S - AU BRETEZE LB EE BB -

() BFEGE © RS TEYEd - Bl 2 G A BEER - DUECRERIR
T L2E o BRI HEEBEER - BT —IaTE R R TR
FBREHECEK - DOETTERTRIERR A -

H i EE R HI /5% F > 32 %0] # DHPLC(Denaturing high-performance
liquid chromatography) &% MLPA (Multiplex Ligation-dependent Probe Amplification)
LR E BT - AR SMA1 K. SMA2 BRI =8 R HEVITETE  (H35 BN EE A
NHRESRE » RIS BT kR R -

PERREERT RIS K 22 RBRAIHERE - HRTEAN ST RERTSHE R -
TTHPRIE R EL ARG - DB A T R IR AR - AR B B B icRae
B ERISERE - RS HE R L AR R EE R AR] - DL
A 00 PR Ry S B DRI I SR ARR AR - TR RN L ERAT SRR « LA - ILETRBHAREST
FRT A S B AR A S B E -
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£ =
o0 EE®RRE(—)

N RE

BEAERY AR - Ryt & B E B B A & BT R - H AT DR
MIaRERGE HFBIE R - AR BRI HIE - ISR R AR L R
R BT B B AL - e RSB ITAT RN o SEF S TR AR B R RS
17 SRR ASKERRI A

2016 3L E] FDA #t#E | Spinraza (nusinersen ) FJRVET fd B K il N E
BEAULAZEEE (SMA) - iE& B EEHE R AR —1U SMA HIZEY) -
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Menkes Disease

1 1 il 52 R IE R 8%

— R

FH 8 (Copper) AR 525 FTsd B HIENE » B2 FE iR BRI BR [ 5 25 B B 5
HIRER Y SRR ARSTREE N S M5 B 2 7 2 i & e 2 B =AU ThEE
BRI IR - XAy TS E (R RF (Menkes Kinky Hair Syndrome)

H i C AR HE FE 2 B X B8 R E b ATP7A B[R 228 & 5 Copper-
trasnporting ATPase (P B 55 fl&l % 32 5 TR HSE(F o 5 [EEER I A /2R EHE A
PSR TR - R NS R 2 M

Al 5 HiiE 2 Ff HY 98 A B2 A Copper-trasnporting ATPase #8772 i /[N i A i 7€ 5
B R B 43 A R IR R S RIS A » R BRI th 3R St & B
HAREZRAIIIRE - 8 LR ISR E R (Trosinase) &5 KM K BHSZHY (1
& SRS G R R B B R S LA (Lysyl oxidase) BRBJH A ~ k&N
AR~ PR E (LES (Ascorbate oxidase) BLEBRERAR ~ BILE LAy
(Monoamine oxidase) ELFESZ It {1 A B ~ #E S ALY EALEF (Superoxide dismutase)

BEFEREBE - ZEK beta — 781l (Dopamine beta-hydroxylase) £ F 5 7 it

3
=l

[i# (Catecholamine) HYZE % ~ V&L P EE TR B 52 (Peptidyl-glycine alpha-amidating
mono-oxygenase) AR AR A AT 132 S {LAF (Cytochrome ¢ oxidase) B & & &
IEGED R BB E A5 -

FEE MRS AR A
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£ =
o0 EE®RRE(—)

o BAR:
B /0 AR SRRy 1/100,000 » E A 1/3 S Rz A= 5 28 may -

= EEES
Ry X G MERIR MO - #0F 283 EKEREE - 5 13 ARRAS
FOFERIZe%E o FTDAR B BUERE R B - Tt Rt A2 -
R ZC A R X G hs - AR AP — R ARG R EE - S5—RIER
I - NG R - MR A E o BAERRAE R XL 08 - R
R A B ERI A& 25 -

g~ BRPRERE -

FHAR R G O 7 SR T Sl R R IIRE N R - MRS RS AR - 22520
(HAZE 1Bk ) FR 3 UGS T MBS/ Ay - DLAEEST » &R
RN BRNFEEER  NRIES  REAZL - RIEEE - SAREREE K
RS MEETT IR SRAEF IR S - RIS YN B R B AR B H 8 R
KR RRINEIE > AT DA T ORGSR ) -

FEERZ R HAR AT DL IR B F WU BT B B L IRE R FRERAL - IEZERE
FLEEREIEIR N I - BESERNBEN SR MR A IEE S M ESS — - A
ez R m) B A I o HHAERFASZREREZBA IR (EL g i i A o AU TR B2 BA CO ik
B0y - B2k - BREEMUE - A S il H 5 -
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A e HTEIR B

Menkes Disease

Hitt S iefpathrl e R uin g s a4 ik ME#EFTEY FEA
BEheE = R EMERIIET =R - 55N - R thn] AR A BNV R B -

152

B T B PRORE AR AN - B I H ) 0 B T IR /NI 70 mg/dL( ML $ Serum
copper 2% {H 80 ~ 160 mg/dL) K I & fil#E 3 (Serum ceruloplasmin) /& /A
20 mg/dL( Z%{H 20 ~ 60 mg/dL) /&2 HT Y Tk -

oAt M R A T DA BR IMUBEAR T~ 42 IEE RRR3E (Norepinephrine) JE
R + Hydroxyphenylalanine(DOPA) DA & Dihydroxyphenyglycol(DHPG) H.{E | F+
(FEIMEEF >5 5 FEMGE BB >1) < 382 Dopamine beta-hydroxylase ;& & f#
FEINREAR R < 5 /N B B At R s T3 00 - P RBAE e s ) -
BREEAERESE T W] DAE FITHEL NS 5255 180 L - ARERINEEES -

N RE:

TE IR E AR R Ay SEAHE R A G P 8 B R T o I A IR v S S A T
(Copper-histidine) fiFEekaF & H — i - HAL S RIERSGFHREAR - b5t
HUR > 2 B H LU R EE 2 il AL ER SR (Copper histidine) HYf /e 5 B iR TP
TAEARAY AL » BEERZ MARIZRR I EI I ek 2 2 3 20T DL IR I #{E K 11

FEISSRRE N S HEEA -
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BLRETHRAE » RZBHORIGARE 2B » G 3 BRATIET - i FC e T #ER
AIPASGEEIRIEAE e dn - (BIERT UGB RR I EEY) - (BR R A& BN
ROERAG T REAR LR - B 1] DAEBGmRE A EER - iR BE ] DS EIEEY -
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Amyotrophic Lateral Sclerosis (ALS)

1 2 ANZ=HEIERIZEETEIE (SEENPAETTRR | BRA )

—  REE

SEBNI TR B — TEE AT E B A E - 17N 40 ~ 50 BRI
Ao —iRIME » HAEB T B 2 LR R AL A 73 T - 5% B EI R RE
LR E R EREBEER - SOV RN - MEEE TS - b EERE
I o i 90% KR BTA R - Rt R AR o HATRE R i s E i
TEZE AR EZF A - R R RE L FRHERRE 2% - FESE B Tl i N £ 55
M 2 S5 RS AT A A i -

oA
BHEREAE LD N EEINERER - SN R EEE M A - B
4/10,000 FYR THRAKE - HEIGEESR 800 NEA °

= BRPRERME
FORE - HAREARES B - ATRE VBRI IR AR ~ WL E) St - RO E
—ARAEAR » VIR e s FY L AV ZE A LA R R 2 - R PR A A NP o (RBRPRIEAR R
VGl Py i
(—) WBRRILRS * R E TR U AR R I ZERE R ) - AR AR S
IR R P R -

FEE MRS AR A
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=7, 58
B ZRmm(—)

(=) LAEEBEAN PR RRYR © (EVUBGERNE R RAF 20 - st R0 « 5Ea5 A
RS ROUGE R IR 20 -
EEEIREEDCER SR - KRR EZERI - KITEEN.L
BIIRRE - CIEAKEZIEER - R —(E NTRIETERE - AU S EREE - R
TR > /L RAPe 7 P R A @

&

HIRZBIAZHERIENE - G ok R E B T a - R ENNZE
e - DRSS RS S LA AR - T s [ NLAZEE - IR
T R e E B T ZE P 5 [

5 RE

A B ZEE R BT A R LB ~ MEEEAT s AT S B R R R E LK
TGP o BRIERs T HEE 2 75 R Al TG DD RS ZE e 2 - TR UYL R ] - s
EHE - MYERADIRERE - BB A aliEes - RSN G IR
VEUAZE - AR R ERIR TR R G IR BRI R B -
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Charcot-Marie-Tooth Disease (CMT)

1 3 SE 17 I ieR 18 Ik Bk B Z= B E

—  REZ
MELT PR PR JE H Z54E (Charcot-Marie-Tooth G 5 fffl CMT) /2B H %
[ A e . Maf - RIEUR B H ATE wiEREAEE A 30 2ME - RIS
FAEARBREEAR AR - 3R ZREAER - KRB
(—) I BEEE (Demyelinating)-CMT type 1 + CMT type X K CMT type 4
(=) R (Axonal)-CMT type 2 °
(=) BEMEPRAA (Dominant-intermediate)
B CMT type X Fy IERHEESN (CMTX1 Ry B MEEE - CMT1 Bl CMT3 FufE %
EE ) - HAE— BN R A - SRR E RSB R PR -
IEFRIFEEMRE R - EEB) RS T A 2 A ISRR S i e R i o e S
FHIER SR TS TT AR B2 52 S0 S FE R S 1 (kR A - R A B F e T e
18 - SUEHLAEEIDRE K H e RE B 2 B -
—RIME - REEEMTEZ IR - R
(—) IR - R CHE S 28 22 B TS » CMT type 1 R H XA -
BB BB - By OMT iRy i LAY -
(=) EhZiRAl - BImhiSHERE A B 3% A i S A

FEE MRS AR A
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£ =
o0 EE®RRE(—)

— - BRPRRE -

BeR s 8 M an e ke - P A EEFEEThRE - S 2~ (High arched
foot) sE i 26— RE - ERBB RV E - ME 23 HP K& 7% dh it il k5 -
FHFAREGTHARGEBLE AL - RIS A TR E FRITRE - RisALARI ST - IR
S - B mALAEE B - s BRETERT] - BREEREEE RS
BEFEThRERALA SR AL E(F - WY ~ 0+ -~ b - Tk
TTRRRETERR S -

HL B EG R RE FEThEE - PINEE - BEEERR Rl - B2
& T REA - HRFIAZER -G8 N EEEE - &6 TRk R RG2S
KRN - MR AURE DB D R — B g E Sl - FEPRIGHRET
B EH 2 T T B R A o

< B

HELRER S - FIRIFEIMRERZ 2 REZR - kT IEREI - BR2E
AR A LRE bR / e (R A B (EMG/NCV test) - thm] fFREG S Y F (Sural
Nerve Biopsy) * Hf/E 2 75 2L A 74T -

m -~ SEE

H i SARARTE R G2 - (EEEERAR - MEFRES R RERN - VEEK
JESHE BT REREHEGHIENE - AP RZE=REAINLA - REDEY n ZF MG EEE -
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ETIETSISIEHF B =B
Charcot-Marie-Tooth Disease (CMT)

HBNEETTE - WA E AR - ARt EN T EEEES T LIEBILIA KRR &
BREMTEED - AR T E /A E R E P - e i ER TR B T8 - Mg NRRAREd
AR EE -

H—LLBEY)H S S B - (140 : Vincristine ~ Cordarone + Antabuse

Vitamin B6 ~Taxols % - CMT HYEEERFHNEE - ANFRARA] - FEELBSElRF (5513w, -
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GM1 / GM2 Ganagliosidosis

1 4 GM1 | GM2 B BB RERIEE

GM1 S EfE HafEETEE (GM1 ganagliosidosis )
— R -

IASEFE G (Gangliosides) J& 7 £ R MASHE M _E By — i B ZR AN - 1B
TEIL T & #a/ NS HY S -galactosidase BRIt 73 fi# © AR 3 -galactosidase it Z
SRR IIREAN R EE GM1 TS BT HE RE L i HE B e At P B E A - B
AR RAEAR -

T B4R
WA SR BRI A CMET - & 3,700 BVEEEGEE 1 FIFVEE4 - iE
EEF—MEEPEE TREE 2 4E » £ HARHIEERZ AT ZZF 2 o

= . i
Bt REEEEE o HRTE RIS A -galactosidase 7 42 HYJ GLB1 2 [A]

—~

VA EE 3 B BE YER p22.3 (1B - IAFRYEERl GLB1 228 [k T35 B GM1 jiif
FASERRETEE 2V - BB EL 2 EEE YA (IVB) HYBURER -

I~ BRPRAEAR -

HOB AR AN R E RN Z RN RaE e i R 5 R E R
B BRE LSRR LR - ] DS AL « ATARZRH - (B H - AR
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GM1 | GM2 BEEIE RS REARIE
GM1 / GM2 Ganagliosidosis

IR ~ RIS« ACh o PR  REAERIR - BRI R
KL -

SMB B SBREAIDL - TGS 2T DA S B EE TS S I PEROEL ]
BT E © DUIROERE « 47 112 M A T B 8 A AT B
%E (Cherry red macular spot) °

ECLT) 53 n &R AR
BRI NESEEAEE 0153 ENEE | HREEREA
it EARHE LA | Ul (e

WA IR E Ik i BE S 73 F o R
(CEE HRETTE FATIREROR
& R R EETIRER B R W —
A @ S
I8 TP ﬂ{ﬁ;ﬁ@’ﬁ?@j% \%IT_EI T T 2 Y Lk S
B R | i BB 4 A
AT R ' e T
TR R b L | g g g g g
SR Bl 2 L% S & T
(Dystonia)

Cr 5 3 BT (54 10 BEOLT P65 36 4 L 20
B9 51 [ A 25 BCEs Btk BB
ik EE AT 40 5

Feh
FELE IR R
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S0k

BRER (—)

h- &2

PRIEGE A L ER B R A BT I D DASS 25 - JE7T 8 -galactosidase 3R T
PEp#T - IREERTR2ET Al ETT (1) RAZRE Zind « A E SRR B R TR
F » AETEKA RSB AT o (2) G 12 B8 A1HE /K R R ZR i
o KRR & - AHIERIIET S -galactosidase AYTE 1 - BRIHKE R IR
L EE SR ATE TR ENE

I\ AEETRE
H B SRR RATER - A R RIE IR PRI R TG -

GM2 e E REFETRAE (GM2 ganagliosidosis)
= Hexosaminidase A Deficiency

BEAERR R B 2 DA B LS EE AR R - ERBFES EATE ~ TUiE (&
B~ ST AN 2R R o (R B AN 2B -

el

—  B2f ¢

I ) 1 IR B R R A R R N DARS 2 - B A AL B TS A
(Hexosaminidase) /% 3215 14 RE( Y & AT LA ST 218 A E1 8P IER « sUAFALEE R
Hexosaminidase A B A I B B¢ 2215 14 & A BRI K -

B R AA L - 28— B 5eHTfiE (Tay-Sachs Disease fi ) %) Hexosaminidase
A BRI Z - T FfE (Sandoff Disease JiE ) & B Hexosaminidase A & B
TR SR IR Z -
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GM1 | GM2 BEEIE RS REARIE
GM1 / GM2 Ganagliosidosis

FERTZETRZ R CRE RS R W AE - HEn DIt - (1) ZRZRE
T RSB B R - A T KR R e e E - () 1522 14
~ 18 Hf - AIMEFEREEF RS - IEE /KRS E % n] I E il Hexosaminidase
T BRI IR R SR T E

S BER:
FEREARNTE A i 3 ] - ERAE RS AR KA R i 3,600 (LA HfN &L A
AHARA 161 - HARERATR 1/30 -

= EEER

Fo— MR ERRIEEE - KRS &AL —RGER - TR - 85—
G 25% BB T - 28 - BOCHTE B ATC HIBFE R (HEXA gene) fi7
FASE 15 SRGL B8 q23 FIALE b o (LEE RERIZHRAIES 15 SR EHE q13.3
(T E R HEXB E[KI 2885y > A Hexosaminidase A and B f#3£1 beta subunit fit
=z o

M~ fEAKER 72 4E ¢

(—) EHERB (Acute infantile) » XFE% Tay-Sachs disease :
PR R DR - RTREETAE 4 BRATIEL °

(=) BFE (Subacute) : BlFEE - EERIFEE R ERIEBEFTEY -

FLE PR AR
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::IL.\

ZR&HR (—)

(=) 181 / Bk AB! (Chronic/adult) :
B AR R A BB R AR 18 B 2 - B b B 3 T AL RE W
B WL A 58 7 (& T (Progressive dystonia) » % & /[N i i 5B L (Spinocerebella
rdegeneration) » SEENHHETTERR (Motor neuron disease) » F 2 7E—EEpg A I
{9 th 2B A KSR RE_EAVBRESE Bipolar) IR - AELRAVEAH -

T AEETEE -

H B MR R E S aE - RSB EE HE R R E R BRIG R ik
HTETRE » ELHERG T S S B RO « A Lol SR A3 (SR MR 55 B e e i
FARCRERIRETT - FRDAMERHF RIS E B B R AR R 2 — » IR (ERRA A 4 -

Tay-Sachs Disease Fi# K% H1F 3 2 5 5 R i & M E9E » Sandoff Disease
BB AR ARAE 3 RAG » HAHE GM2 MR ETE s R R B 8 R
FIRTZ 15 3% /245 -

Tay-Sachs Disease FURE U HH4E#: 3 2 6 FH BIFeSEBN Y57 - I HH IR E
PERYTHRCIIRERR K - ELFG IR (Seizures) » $#ER /) (Blindness) H 28 i {4 5¢ 2 f
TTRyBEJIEESE L » GAE 4 B LARTEAE © HETE (Seizures) HZEHE H & 46 751
FET%EY) 1] Benzodiazepines » Phenytoins
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Lesch-Nyhan Syndrome

N T
15 | Zo

— \EEE

FRIAFIERS 3 2 6 (8 H KKE - BRI EH GG — RIS Bl S gt
# (Hypoxanthine-guanine phosphoribosyl transferase : HPRT) A5 R R Z Fr S |
L EIRIRIGE - H &S T R RENE - B ESIN E BHEETRAVES -

o BAR:
BN A4 1/100,000 ~ 1/380,000 °

= - s

FERERT A X Je a8 q26.2-q26.3 (17 & .2 HPRT FEA 28 FrE s - b X Jif
BETEIARS OB R - MEREEEF R S BB G R il b - RS M E
RFRUHE—B (W) REiE e PR EE -

ZERES LA AT X RO ERERE—E - T HRE &
AeRE— AR R - AR EERAVF RS - LR RER AT TR
W 50% HIFBELE TR RUE (B - 1A 50% e R A (EAEH MR
AE—AoaRER g E AR - EREEE AT - TR A
R -
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£ =
o0 EE®RRE(—)

g~ BRPRAEAR -

AEAR

FRRIEIE

= RERMAE (Hyperuricemia)

BEE-REREERERATERG FEBSSIR
(Orange-colored crystal-like) FUYITEY)E » MR
Fe e Bl PR R B TRERAE 0 AR R R IR 2 B ik
B E S IHE MR W PREREAEAR

TSR ERYKAE

EFRFER GV EREFRTE  ZH2RE
NEEZEEEE OCEERMNE) - PEE
JIREREE (IQ 40 ~ 80) ~ RZAE(ERE ~ JLARIIET
FETERLER « FERAE (SRS RI8H - EHEAY -
FEEGRAVIGE) ) 5 PLELEKTSETZBEGHR -
fERE S e 5 SRR S -

TRERRE

OAE R B A IR SN R IR R S R B R BR
S ZREHBEETR (19 85%) 0 BETE
BRI IR o Al E PR AT R T BB R AR » FRERI B 2B i
EENMEREEHGT R - BREHRESEEER
AAOHEEE - FT9E 2RI  THE C IEETR

Hith

BRENA R LR ~ A UEIN - ACE EAVE: - 5

7= .

5 AR

HBTCASCRAIERE R E - rIA I SE IR PR R A4 B B R T R - el
EEE EIEGE - BEATREH 30 ~ 40 BIVE ] - REHOETHYFE K E R
R AR RO R B A 1R IR A B A e B 0 -
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Sialidosis

1 6 ‘ EEERMRIE

—  REZ

VERR I R0 Z E 2 H BT AP - 25 R A/ N R A E r— s B
PRFRIL L S AR DURE 25 BEE (Mucopolysaccharidoses) SRS # i B i 2 fiE
(Sphingolipidoses) = 1960 EHEHA » 5 4 8 BA % Hurler( 35 2 BEESS —BL) B¢
HIRRTL - BHREE AR  OESEEFRER - (ARSI R A S E R
A R a2 R lERE 2 WEAE (Lipomucopolysaccharidosis) » (2 (R 1B AE Ry
FAMEE (Mucolipidoses) 25— » [ (% X F R IR 855 19 1 ML BRER R B AORBAE RS
HHEBE P ik = T s % 3% Sialidase( Y f% Alpha-N-acetyl neuraminidase) + H FR & 1 HY
I 4 i B Sialyloligosaccharides & &G 11 » AL » AR BLAE WL dn 4 R ML R BE =2
RS IE -

I R R A — TR YA/ M B R — UL R 3R (Sialidase) FYERZ - (RMEVRER (&
RSZPH » ST P RE 0 & A 40 R A MRV R S (Sialyloligosaccharides) » Tfii
TEMIE AT R 2220 - BB R AR E RS P HER AR B8R e
MR P B2 R AAE © ML BRI SR R Z i SR S A LSRR M (LI SR A0 B R R Ry
NEU1 - ({E55 6 SRALEA8HE R p21.33 [  LERIYZRERAIEE L0 - B

2004 FEWIE - A B 40 FEZEEAI Mg -
AR

BRI A4 3R H R SRR U80S - (EE SRR - BN - EMEm AR
(EFT A T5 2 B4 1/4,200,000 ©
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o/t

= 58

ERHR (—)
= B

REROERIGEE  SUERTAE RS —RaiRaE R 3
2 > N — e ERRNFRIEY - FiDAg3EKE - B o5 a
—lEH 25% ISR IERE ~ 50% HIREREIRACRE— RV Al ~ 25% HIB%

il

I~ BRPRAEAR -

AORIR AR BIVE /NG REREE - VERRIE Rk ZAE R AR IR SR R T - &5
TRl PRE R HH BB 7 ~ S IF R ~ e S TRERI AT 2 - HETRE R B H 2%
TRAYZEE R R © MERRRESRERZE n] K - e BUE I B BB AR R 7 R AL - 56
— R SRR - S 10 2 30 B IR RREE - Al JJfHE ~ LR
IEEAh - AR ESHRBRL B B th & R I P BB IR RS R R F - HA s A AR
HOREMR B - BB 1F ~ IOAT R B E B L3 - ML RRIE SRR ZE S B B e
B3 — AN [E] R 2 A2 B IR R B B HARRE 2 REERURR R SRR - AUFE © IR
K BEHREE - IE N RS REIRERE - H eSS —RIERAREIR AT R
WIFLEE o MERRRSSRERZESE AU AT F /3 Ry e R TUER R A » S R AU AT RN A
Ry S B E A SR, - B B e K e R A SR RRK O SEEE B AR SE LR B - B2
SEARIAE HH A 18 HHBR IR L R

B - 526 -
B B 2l 120 e o] B AR R A i (R PR SRR R A - B
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RERLEE SRERZAE

Sialidosis

[MEREL R Y] Fr i B AR R (R UL BRI SR TS A ] - S5 EE SR8z > AT HERE
P2l o EERTRSET R]FE H E R B /K It el I R A R B R T 1 -

7 G A T W T FR R 2 B — AR R ] RE S B L S BB Y - 5 AR
{LEEDGEZEEE - (HEN B E - HAVE B E N R0 MR ATm e - e #E
HERF AR  2EHEIEEHERMA - (HERERERBZE — S & IR
FIL o L N\ A LEAEET R Bt A SR AT 254

A ER b A SRR D ER B REII - ASRR A7 ~ EEECHING » FFHERE » RH A
AERHIIE « RS FERee - BUMS T AT Y] Aok - (R T BT M Al
REEEAFAME N2 -

—_
/\

N S .

o -

A M R G o VGRS R R B ARAR R s T o LR AN
IR S - 229 H Bii LA Valproate + Piracetam ~ Clonazepam J& 7 - 3i & 114 &

ERRERIEH] - AR RGN -

+ - fE%

(—) BB (BRAR) : Bl AR IH e - (5 S HiE iR 7 G6R R K
B BITERRS]

(Z) BB (SEXRE) - HAEHIBEESAE 2 BAEE -

(=) BB (BRE) EER 20 ZpuRilt - BERESEHEREFEE
30 %
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1 7 SERIEREE NS HFETE

Congenital Insensitivity to Pain with Anhidrosis (CIPA)

— A2

SEE s — T (e IR T R B ) TR M s R By 22 AR SR B P IR
[ [ E R 84 55 P (Hereditary Sensory and Autonomic Neuropathy type IV) 4
A R A BT BT S 1 o ] e 2t

0 B Al (NTRK 1gene) T 167 A 26 1 9% B4 2 8 1923.1 By fif B » NTRK1
gene HNIMAAERAFME - B—EBl & JIIEIZ R EE R 8288 (Trosinekinase
receptor) » HEFFIHFETT B AR A R BAHERF NG B AR ST B A RS T AR 7 - &
NTRK1 L [RS8 - & (158 A5 RS AR R A _E B BRIL IR I 32 B2 2 BB Th e
FATEE L EEARH -

o BER:

HETEBITA 35 ([HF @& - MAEHARAE#E 300 LLERIEZE - By
FEREHR 238 AR TR [F R R SR UL S - Shatzky SFE2E SR 2000 4R HYE SEL AT 7258
B HAEAE AR RS e B9 R R R B S BB - HRE 90% Y 8
NTRK1 gene [HRIEERE -

= EEER
B—aitaiRibad ST —EREER - (EF R AER
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FTXMEREBAER S HETIE

Congenital Insensitivity to Pain with Anhidrosis (CIPA)

R A E - BEARG LHERIR A W 2R R (RS S —(E st
W) A& 3 AREXEIRTRE - W&~ 5l A EAIRERE
25%  HETEAIHYE:AIBRIER NTRK1 gene fLEAESR 1 SR OREEE (1923.1) 1Y
H7 o

g ~ BRPRAEAR -

SRR B R E 2B T R AN RIMIP B SRR R R i
THE ~ AREE - RREZ - TE - BSOS ARG ERRIER > &
BH ~ WEE - PRERAVRER - B UREAREETNIR IR - BT - ZRIERIRTE - BHER
(Osteomyelitis) BFHEREETY - 55 2 iR & L] 75 2R (Amputation) HYFIEE
AL EET AR REERNER#4 -

A BRI AR SR N R e A SO M LR R R P e PR P
DLk PR EVE (Hyperthermia) » JEHEFEE /RS2 BB NYE S | -

AR Z FRA T ARIFEET (Dorsal root ganglia) HYBRARATIERL » HEHEE R
Ry FAZ RS P PRSI b (TP ) $825 T A2 A I RIFTEER

R 5

H BTSN A W o = 28 e H I IEBE R 2R B 70 17 T3 58 98% B ILIE &

FLE PR AR
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=4 Eﬁ )
B mEER(—)

AR NTRK1 EAZRE ST - S AR 50 ([EeKE R A~ 5
bl ~ LB SEBI R IR 5 -

7N~ A
ARG (AT R TR A i 2B - Dl G R E &
(Mouthguard) 2R RFE T » /¥ [ & & E iR L ZHRY5E MRS - ] DUR EXIERY 25 5
BRI B9+ BE TE & R o DL BT R A (A eI EstE g ) &L - (HIA
AL B E O B RE R e A — Sk AR e A [REAY S IR » A
PR MED ) — 205 LA D RIRE ISR 2R BE A » L IEHRAYHS SR AT DR AR
FA VB T B g B SR M I i P R 52 -

\

Z2EEHR

e OMIM:http://omim.org/entry/256800

* Congenital insensitivity to pain with anhidrosis (CIPA) in Israeli-Bedouins: genetic
heterogeneity, novel mutations in the TRKA/NGF receptor gene, clinical findings,
and results of nerve conduction studies. Shatzky S, Moses S, Levy ], Pinsk V,
Hershkovitz E, Herzog L, Shorer Z, Luder A, Parvari R. Am ], Med Genet. 2000 Jun

19;92(5):353-60.
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Hypothalamic Dysfunction Syndrome

1 8 Nk RN REPERE 1R BF

— REE

R (0 IR i BB BSEET + RZBATRAME 28 (Optic chiasm) 2 7% » B
=422 (3rd ventricle) : EHIBIFR /N - [HAIEAHEEEOIIEE - FREAIE
FATERHBNRS IR R « B LR+ FEIRSE A RO THAE - DAS AR
B SRR R IR - R L A IR E B A
IR R 2 2 B O B RS -

5% SRR AT RS T EE AT 38 2 Rt » 0 « I R il -
NG BT AT - RORERRRICER S - T 5 A R
OB BN T S8 IR (Craniopharyngiomas) -

B4R TR EAENE PORIRARTSMHIRE & B B R R e - TR R
DRERETE - 1 5 I LA R B AR © DI S - EURIREREE (Prader-

Willi Syndrome; {4 1 /)N BUFIE ) R 1] » FH A L AE B 5 (L7 T iR o B = 55 7%
(Hypothalamic paraventricular nucleus) FJf 2 ZZiiH#& T (Oxytocin neurones) 1

DRI 5 TRZIE T Re R BB R B B - FT AL — ST RBREE - B 5
P8 R R R R SO RO T RE

=2

-2

MR BT I A EE AR RE B ANE - EEEE T AR
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£ =
o0 EE®RRE(—)

KB > DA Bk R sz 2 B AR A 0 W R B E -
(—) \|teE

RIS R T B R F R
(Z) BRERE

AR RIS © HIRERER ~ LR ~ AT~ MEMESR - R AR
FEMHSZHIBE - WINTEZARRRRR IR AN « Jele S MHBRBCREEST - %
NARAEA RIS R I TR0 - DL T MR EER RIS E s R R TE P -

& IR p i YRR - T2 I E i B e & (Visual field exam) » AT
fir i IR IREIFERE -

= - BRARRE -

IR - 83 RTREHIBRAR BRAVIER - (E—fRAKER - Tl e DD RERERSE &
EYHREGRIIIREN B - A REAERE - AR AIE R A R#E T RRIRRE - a0
ERGEE i RN ECEEER A AT RERL

A R BEAIERERTE - AURTREHIREER « W JEARFER - BLAh - BEtATEE
Rt EE S L BUR AR RE B R RIS RER ERNE -

m -~ EE

TEIEE T 2R AR B AN R T 52 5 o o e TR RS i s B P 2 2 Tl U R 8
TS R HIFHBRSGE -
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NIR T IDEEIEHRAE (X 8T

Hypothalamic Dysfunction Syndrome

5 1ER:

WU RITE - 280 T fo e R R A RE (S 2N SR AIGIR - 5 DRI B
SRS [N i FrDhRERRRsE - il A S Tn R B R R HIRENGE -

BN T RE R B H R SRR 7 7 B I e R > JIRR ATy
DAZEY) T ETE 5 DA e 08 - BOFME (R AR - HATRER AT B A AEREGE - K
B ILARIIA R K SRR iR o iR 5 ARIMER B e PUE A 1
5 AREMEMEERES LAME - FEEELERR - RIAKES - UERE
EE R AR PR T o E rAE G USSR ERETENE -

FLE PR AR
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Miller-Dieker Syndrome

1 9 Miller-Dieker JE & &%

— . EEE

Miller-Dieker fiE {5 ## /2 — MG 2 5 1~ 2 2B NS - EEREH 17 9FRkE
8 RN B TR - FR AR 11.7/1,000,000 © [ 2 B R Ry SR
PRSI - [EIRFAERER AR AR B - BRI 2R TERE - FREXR
ZRE BTN - A BRESE R R LR S e o

 BRARERE
MG R RTRER /KB % ~ lRENDLAR T B N#EH BER FRE - Hit £ %
TEARA
(—) B&EB : SEBEF A2 - MEREPEAIEERE 2 - BEEHEE 6 (@
AN ERTREFEERHIAER - G DU B R -
(=) 8 : /NI EETER - RIREE [P ~ SROIRFRTARE T EAYHGE > e -
(=) B (BUH - HAEERT -
m) RES - AR LIRS E R - RS - KR T E - WEEK -
(F)&F: 2HE - #HRE -
(7%) ARE : EWEW - AL HFE - A NE -
(£) Mes : FEPLARIE - B2k G 2RNAESREZ A SRS - Hitha]
E R DU S i B T T Ry -
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Miller-Dieker SE{ZE¥
Miller-Dieker Syndrome

(J\) DB ¢ H: GPUE (Tetralogy of Fallot) L2 F IS -

(L) £ RBE - BEOEREERIE - SRS ERE - BRI
SERPIGTE 3 ~ 6 [ RS » TR TS T -

(+) BRMBWER ST E T R -

(+—) EfAEdR ¢ B - BRI E T B -

il

Y

I -

I TE G GE B AR o] DL S I 2 B IR BR &2 5341 BB R (CD)
LR R IRE R (MRD) TR R BTG E# B2 E 2 E - mr R
5 JEJFT 72 15 (Fluorescent in Situ Hybridization - & FISH) {42 55 & - (array
comparative genomic hybridization; aCGH) FZR(EHIER &5 17 SR as - LIS1 &
AT IR - TERT R 2 A MERE I

©

R
DMEARTER R T - 22 DU 2] b 2 IR H AR
) FERTES) - B E i DN R g 2 IR E R - BEE I e 11 58 e A [
FAAUATEE - ZRMLAR SRR (L - IR & BT R ERATG
PERETR 2 BEY) - PROEFIZEYRRRSN - SR - LM AR R R R 2 il Y 7
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S =g (—)

R o LFER R DR RE R BRI R (s e R ) - 8 DA
PR A R S R B e N2 o SRIMI B A AR BB R 6 - A /R U] B
BRI B BTG - DAREE foll & R E AV R AT -

(=) &EBE BERSGHAERNERIRE 0 B EE ST A% A
PR Z% - [RS8 S B AR - A — LY r] o ISR > 401 Reglan B¢
Bethanecol ¥ - M IRV E R RN A ZE EEVRER IR - ZRL
JRC &8 EEh R BRI - T O R A A R E R BV R - I PT B &K

REVAIRATHY RS - AU AR E RN RS R ARG ET - MRKEHLLES
% REZEBRIMDAERSE  IEEEFE
EEAVE BRI -

U

B E STl - DS
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Neuronal Ceroid Lipotfuscinosis (NCLs)

2 0 A TT IR IS 48 B IR RRE

— . EEER
IHEAE R — B AR AL B H R A/ NIGRIFETESE - R ORI A0
BLEB)HIRE EAVEY LB EL FHISE T - iR s R AT A A E R ey B R H

HE SR F1 i i =2 A [ K R B 228 g A 1 5 S (RO R PR R B -

PEE R B BE R — il 2R E - 2 R E 3R (Lipopigment)
HHERA - IR R 2 RN E L E AT - R R SR AN B B iR i N
K EWERKO > UEEZR TIERE, - BOREERKE - IRE - K
&~ WA R R 2 R AR R o B8 AT OB B 25 R il e 2 B R R B
JEAR 5 = H AL (Half-moons) ~ {5 (Curvilinear bodies) » 4 24 I & H B 5 f AY
(Fingerprints)  BEAl AT KI5 8 2@ b e ERIDIRY)E 8T ILERYR2 B -

PUHE A R A2 R R B R R AS ST IR AE (B R kAT R 28 SRR A B
W AR HPRERSRAEN ) - (HEERNBBURERZES A EERE -

o BER:

#IFs 1/25,000 BYES{TH - ESEBEFE AR EF AN FMHEE - EHEHERF
#7F 0.1/100,000 ~ 7/100,000 °

SO B A — 8 R R R AR S B R - AR ERE 1/20,000 -
i A R 3 AU Y B2 G Y 38 AR R A R A HH A B A B R R B 0.36/100,000 ~

FLE PR AR ‘ 311




£ =
"0 RRRA (—)

0.46/100,000 - EAFHI B EN B EXRKELRREFHERNENLE > kS
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Neuronal Ceroid Lipofuscinosis (NCLs)
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Neuronal Ceroid Lipofuscinosis (NCLs)
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Wolfram Syndrome

2 1 Wolfram JE{RE¥

— RE2

JB R — 2 RAVBE L SRR B R LB - B R AR B RS IR A
JiE ~ BEPRJE » MR A8 245§ (Diabetes insipidus + diabetes mellitus » optic
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SR LA RT3t o R T I 2 A B B 5 - AR BB 17 B i 2L AU R

B - e 05067 ERRIONET - BRSSO IS th i i -
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PR b A R B 2 B E M B A TR - hEEEE MR E = - H 1938
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e
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LR 5 I RTRE -

ERPRRMIEE | BE®
0~9%%
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88 20 5%
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Wolfram fE{&EEE
Wolfram Syndrome

Wolfram Syndrome (DIDMOAD) » fEREE YL E - HH BRI FHIE fH
FAEPTREG FIREHIER - S (HAZRBENY - BRI 2 Re g w IR R -
Medlej 55 A\ 814 2004 FHFE— S L - EROHNEERE R 17 |
REEHH 31 (8B U (R A2 I A Y oy h PR s (e R AL M 2 T AR
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ANRD=¢; -3
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REFSHE (Apnea) o HHERBEPRPEARHEE - FERG T 8 B A B R REAE AR b
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¢ Diabetes mellitus and optic atrophy: a study of Wolfram syndrome in the Lebanese
population. Medlej R, Wasson ], Baz P, Azar S, Salti I, Loiselet ], Permutt A, Halaby G.

J Clin Endocrinol Metab. 2004 Apr;89(4):1656-61.
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Hereditary Spastic Paraplegia
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FLE PR AR

321




£ =
o0 EE®RRE(—)

R Bom B e R g BRI B REAE W IR - Fr At 28 DL Spastic gait

(SPG) i1 E 1 ~ 20 ZKHEERET -

Mg~ ERARIRTE

Hereditary Spastic Paraplegia(HSP) 2 DAAN AN 2 il Feg T~ R fi 7 B i
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Hereditary Spastic Paraplegia
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HER B ERTEEZEIRSIRE BRI -
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Hereditary Spastic Paraplegia
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EEMTEET NFIMME

Hereditary Spastic Paraplegia
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Hereditary Spastic Paraplegia
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Hereditary Spastic Paraplegia

ERY / ERGES .
(RS ) ZHE ER PR
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o ERTBHI RS HIPERSE » AR 1S PR
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AP4B1 / SPG47

AP-4 complex
subunit beta-1
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Hereditary Spastic Paraplegia

ERY / ERGES .
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FUL 5 (BT [h2Rs 2 ISR
PSR T S R

o FEipRr ] ¢ B2 50
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Tectonin beta- /N~ ARG /N O AE brady-
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AP4E1 / SPG51

AP-4 complex
subunit epsilon-1
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sorting-associated
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Hereditary Spastic Paraplegia
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Bk e e
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e
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o SR TS ZE g KRS B A B
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Hereditary Spastic Paraplegia
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Joubert Syndrome
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Joubert [GAEIEE: ( RIEM /N EBIEHEBARE)

Joubert Syndrome
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Joubert Syndrome
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R
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Joubert Syndrome

TN AR
HETZSREIRR - BFERINTER B0 - FFEDDRERHEHE - SR
B REE BTG L B B R S PR
BRERELFEEEeEE T REE LB H AL - 20 JREE TR
RIEY) - TR EE LR R R M TR B EUT S MR ZEL, - FE58 HURF IR
HE AR - FTDATRRE IR AR - R BRI L ~ BRAEIRHR
A = AR BIAE F S R RERE

e Familial agenesis of the cerebellar vermis. Asyndrome of episodic hyperpnea,

abnormal eye movements, ataxia, and retardation. Joubert M, Eisenring ]J, Robb JP,

Andermann F. Neurology. 1969 Sep;19(9):813-25. No abstract available.
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Kennedy Disease
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