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a ~ FERRAARE © BREETEDG BRI R —HRAGBOIEENHEE -

H20055 4G - AgLIRFENT TR A B o R BB AR B S 1E - 31T
PR R EOA AR R R LRI ) At e G ERR TR O AR b AT
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9 DR - CERBFRIRA - %8 - KRR TIEARREERE
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PR T - WA EB > RS E LY B - LRSS LV
O ORREET IR TRk it & VS ELIRAE < STk BMBUF « ERIKA
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Wit - RARBEENEREMHERNR o SeBAVT S RPIR s - /iR s R
PIREE R R AR - RET IR 5e %« SRy SR - WD AR B EE
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1 B PR
Phenylketonuria; PKU- Phenylalanine Hydroxylase;

PAH Deficiency

— mRE:

A A (Phenylalanine; Phe) Ry ARGHVAEIE AR » I — BV HIGER
BT a I AR 5% /2 © ZRBAIRIE (Phenylketonuria; PKU)EHMIRAAE
e AU R L R (T yrosine) Y AU SIS 35 A FHIRE » SHECR AL IRAE RE M R S HERS -
EEAHNRHED - TSR G E -

Il i R0 0 2 O — 3 I A8 o B R A W 8T KT+ 43 LR 2 P i T A T
(Phenylalanine hydroxylase; PAH) » [ Hififig VY @ FUEMS (Tetrahydrobiopterin;
BH4) » Pt BRI - EPENE AR TPRIER 32 -

AR EFA LR (PAR) TR - R 2 BRI IR S R T B R
WA 128 RO RE 24. 11 B (12924.1)_ERIPAHAERI B A BRIFFTEL - bh—8%
RYJBERRZ » K EEPARAL - JREMATERIERRA » BUARFIRIE - BUEAIPKUR
F#7198~99% Ry IL A - BIFRIPKUERE HAHI70~80%HI & Ry i

MBHARREGE S - AlE S 8BHAR! ; REMATERIZEYAL » Bk Bl (A AR
FRAE © BOTRR » BTSN 1-3% By REAY - TR P B AT =32 2 0%~ 3 0% 72 5 REAI T HE R
ABAPRAE-VI G IS HRZ E; PKU BH4 Deficiency) ° fE—RUREHARFHIER -
ST R 1 1L A PR e e FEE TR YR PR R 1 TR S M 455 5 B i EE R R )
Tt -

2 | == eswmssrese
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Phenylketonuria(PKU)

o BER:
PREHPRAER B A4 AT R R [ & A REIR] 5 R R A#91/4,000-1/5,000 »
HAAKIFy1/100,000 » fin—fi AR 93 A4 =A% 1/10,000~1/20,000
DUERER B R R SR 28 1 > 1984~20074E 2L BT MR 5,521,26 T4 5 » DU AL
HE 1 W R PRI B R R By 1/31,371

= BERN
R ORRIBEERR - FOR R RS — RN AR - AR
IREIAEIRE - (BH T — IR R 25 %I BRI RULAE -

M~ ERARIEA :

PR BRRSBIEIR - KI1E3-4H H A RER A S 18180 3R - HEiREEE
BB ~ BMEREBERIG1/3) - LRGN E & B R EIE: - Wi ATRE
Bl RS EENEEEN - EE(20~40%) » ERBEHER - HER/D - REKE
ITHBRREFEI o #F 2R BRAGIER - AR O R 5
HI o

FACBARRRNEE - M HBR R ENERERRE > FEEHGHIEAR
TERUAT ARG (25%) » R AT R LARHE > 40 ¢ 0~ B3R - 5P~ BB ES
F o BEANEEGHREUE SR RIERER R -

it

B

-5 mEweamraRe | 3
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AL LR B FFEHES ~ 4E A% o PR AT AR R
dt A EEYRABELBER - EHEECER A ERNEGE « K TR
15 IERERR2EN BB B HOIEHE + Hr 2k Sl i 2 B B0 il /73 -

A S by T E AR L P A PR I BR (Phe) U B & HIRE RN IEHHE
JERE—DEAE  FERHE LTS - RIFEETTRER R n 28 -

FEAELT R A4 S b DU S K R S s R RS A CEIT
R E A EERY48/ N DL E) » DB IR TR A4 -

Bt 2 rTRERU R TS RE A R - TG B IR PR R I R B B - B2 A
Fo ot RACH A A I B A I SR R 2 T A B05 A S I BRI (Hy perphenylalaninemia) »
Rt 75 B2 — 2 ERDRO B -

R ETbR TN R R REAG 2 A heBR R RERE T Ry o M M
RORIGHAERR G ARy & & » W0FRA0 A EIT EAAERA A DARER 22 i -

&5 PAHGRZ BBHARR Z BB R T LA « BH4D IR & B (BHA loading
test) * JRIGWER (urine pterin)/#T » FEE BERIHAS BEY)E (CSF neurotransmitter)
SAT » RLIMERDHPRIGVE E =T -

BHARY IR & kB2 7E I ikBHA% » BEIIVK PRI 2 S TR
ARl R 3 0% » R R H 2 B BHARI AR FI T [ (responsive) » {HEHA HiAES TR
TR/ R R — R » R ZE (R e AT A Ry i

4 | == eswewsewns



A B X fiE

Phenylketonuria(PKU)

A -

IR R BB G - B @A K - DIRE A ISR 5
& o PAHRURERIERIRF T3 R R RIURHI RV ARERNEEH MR
P RYTPESEARBESNRY) B R o B BER - BZRIEE
TSR DRdm S B ER R EN2ERR -

AN E BRI PR NI RRR - RN ERETEL
DIMEREZ e a2 - IRSEFIHENAERBHHE -

AL (Phe) s ANBR L ALZARG IR » S HURERTAPRAE RS AT S - HCHR A ]
K% » HEAEAR - B EMARTTRNLFEER  WEFHEAEEA
M RRARFIRADRD - DIMERF S R BR BLEE - N ESEBSMRE ZBERR
o A REHEE SR R -

tRE

TRIRRSCR ALY - IR R - BB A iR HPaE R
95 » 1-2fAH RA M 8E - PR R85 5 MR ARG E - K
SRR Fy53~45 © PAHIRZ YA B 75 O A SO IBA AR RAF A BK R - FUI%E g Bl
EHAER - HARSH LR A28 - BHABRZ AR BB A w4 F i
BRAG S A 7E AR S R SR B Y B Y TR -

RIBE AR B HTRREES - KO AL S i kA2 - BRAGER R TG R IR
Vg Rya6 R(17~127K) - IBHEEI6 ki - MR VISR R Ry 08 - FESCFEIR R Ry

B

—5 REBEBBEANES | 5



BRER (—-)

92 » FEPIIE R 104(Chien, et al., 2004) » WA EEFRHIFIE © B
BHE AT R ERIEE RS B P e SRV IRF ) - BRI R f2 1R
(12-30K)(Huang, et al., 2006) » [fi EL ] DS H a2 T N DAVEHE -

FER PR _E B R N LA AR AR - AR ST BT 2 PR 2 6 SRR B IR T K
PERIRR A » RAGEE TSR BREATRE NS L RFIIRER S+ B S PR
HIFPE - BRERCE TR RIGHE - MEERET TR ERfRE - 2
FHE - THAFM L ARREERE - FRE RS PEH M A Phe R » DI%TE
oA R R TR 5 o —MARETERIR R - BHERE L - AR R
IR B A RAT

2EHK
* Phenylalanine hydroxylase deficiency: intelligence of patients after early

dietary treatment. Chien YH, Chiang SC, Huang A, Lin JM, Chiu YN, Chou SP,

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 HP, Chu KL, Chien YH, Wei ML, Wu ST, Wang SF, Hwu WL. J Formos

Med Assoc. 2006 Nov;105(11):882-6.
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— mEE:

AR E B &5 0.3%E5%HI HR LM (Methionine) » 18 7# FHAR
eI Ry B M B B A & I+ 17K P 23 B FR AR e e HI2 A AL /E T (MAT)
1& HiS-adenosylmethionine » F A& FHER R FHERLER (Homocysteine) » FETE = ~F It
M - RS PR T GBI T AR 5 e i T R AR A LR R Tl Y A B e
(Met) » i =HR ALK B BB (Homocystine) » SHPUTE 5 A2 FEMERTRE & Bk
f¥(Cystathionine- 8 -synthase; f&ifFCBS) U EHEZ IR (Cysteine) ©

25 75 R e I B PRE 1) B3t 2 AU IR B CBSBE BB RE A I - 52 ot /8 e e 1
(Homocysteine) FEENER & DML EE (Cystine; Cys) » i eia M R IR (Methionine;
Met) ~ FRIBERLEE (Homocystine; Hey) = V- BERLIE B & ML S (Mix disulfide)
FRE A EYIHIHER -

S PRICH wl il R B R DR - AR BCRIRIR - RSN E - B
%~ HRER7K fte B M A2 S

4&

Z AR
AR EE 9 AR B A R H B 1/200,000 - ZEHE TG A B4 SR AL 5 A8
i SR o e T PRTE Y 28 4 3R K 1/500, 00 0 B B

u pEmmmEnERE | 7

ﬁlﬁ
1



=D 5
“‘;Eﬁﬁ(ﬂ

= . IR
RO REE RN - FOR KRR R A —H B AR - HR AR
TERAVE IR - HE N~ TR A 206 HY BRI B LLAE -

» BRARIEM
BERBES Ok REW - MRRNESEAORE

FERMEE B PRIEAR
7K & e e B AELE 10RAGR G - e bEH AT IR E

Ectopic lentis | jik > ®ARITH » FHOCIR » HPIREEBHE B REE -

o BRME - SMEEESER - INE R RIRTEGED -
ATRER RN Mg ~ IR ~ B B AR B HE R PR

e

M 3 & RS R P AR e R - K08 1/ EE G Al
B5

ML 5 s 5 BB G E LRy B A A ZE M BRI - B

WAEMERZENERE - R FAE 0B/ > —FLL
EREEGRINERENFESRE -

07 1 28 P E 8 35 ol ¥ 5 o BRI BRI > FE BB TSR 5
FEH M E e A HE R AR RRE GRS
AT [ -

8 | == msmmmmrwms
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Homocystinuria

-8
HHATEIPIK " Tandem MassEREBREREER | AU "84 Mt | - &
PRI b e Hh IR I B & R R (R = iy - B — P - EHRIGRR
RERRE LS HIEETHE 2B
FEMEFZE b o B R BRI KR AL < b - BB = AIMERR T iR Ry o A
M B PRIG FH BRI A By & & 5 Hl P E bl IR &7 o R 3=t
Wi -

N eE:

H o mb R IR B EAR S B = AO#E 2R BB (VitB6):Z 1 + IMHATHIR
Wl I PR s DR B & T A » S5 R FE 48 H VIR SRR (Betain) R K o e P el At
R IR « AR 8 B A R Be i G HE » fEiGI% LRI IRECR ] - DURA%
BRI F R R BB AR - B 2E FB6H MELIE - REIMVIGE A RATT ¢
(—) BHiERBeHERE

HE4: B6 Ry CBSBER il - HNCBSEERIS MRS & - iR E A4 FBe ]
IR TRE - DR I Py FAR L B SR R = DR RRIR I ECBSBER K1Y
EHTH13%E Vit BEHRL °

Blie THERBOTANE R8T L 50 R/ VNG AR DB R e B AR R IR i -
JEF BB RAGT25-100meffE 4 EB6 » FiE4HA - MAEA/NLERARIGREE T

o {11 — ELIMR A PR B AT =i e e Bz e GRS - RIS Fep A A A 3% Be. IR ATRY

B

-5 mEwewsraRe |



+ [RIR IR A 5 o e O B AR Y R

B AR R B A FHEAE 8B 12 5 FHSER (Betaine) il 78 SR R 4% 1ML
Hh e e B A BBl 5 A SRIAI LR AR TR AR (folate M FER 2 h FEH TR 2E
/% (folic acid) °
(D) Bt EHRBe RHRE

7 R e R 86 TR NENAE R 1000mg {1 HE I JERS - FERR A SRR FR
IR IR R R R TR - DUMERS M F BRI B8 S IR 5 eI &5 1K AR e e
LEFIRAR LUK 7E B WAL MG HE R - MERFIE R AR R A B IhRE - HE T
W& RR(L-Cysteine) K AH MR (Betaine) ©

tRE:

FERIAE L - B e BRI P A PR IR - DUROR s DERE R A5
B DR BUER - SERIRM AR EHE - WMNEE M G2 IR R
CIEFER > DIHBGHRASRER I EAL - e R i iR 38 ~ B Bw ~ H I e e i

B FRER B -

—HkE - A RBe I BB RPEHI AL - HRE R RAEE > |
e R IR A - HIBRERE R TR B RS - (BRI o 8 o DU
%o IR TR S - i A B s ey -

10 | == vesmasrae
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Hereditary Tyrosinemia

— REE:

BE MR (Tyrosine)/e A B8 —MBIE LA AL IS - 2R E AR i A BRI
(Phenylalanine)fRE o i I 5% P e 7T 50 1 i TR W] BE 2R R BICREE s » /B0
Hr 2k SR IR M RS MR ILAE (Transient Tyrosinemia of the Newborn; TTN) » jEE %
P BE BRI E 55 — 7Y (Hereditary Tyrosinemia 1) » FRIZERIMIESE — R (Tyrosinemia 1I;
X% FyRichner-Hanhart Syndrome) i B&IZEEINE S =AY(Tyrosinemia II1) °

A SER TR I IS R TR 2 S AR S e R P B S i R B B3
FHERERS L GEERRVERAMESES - AGEREIE - BIERRIIES
—RUBRES " RITERRIR LR 2 RE - BRI X EE I A ; 5 Tl
MEEG G - TE - WEAEAERER - heFEIHE -

W A ML 2 — 2 T B2 IR R AT AR R £ R £ MK I 19 32 (Fumary lacetoacetate
hydrolyase, FAH)AYIERZ A&k - HETCAIFAHER M A B 1 s 5 Rt R
1(15q23-925) » HATEHRBATHIIAIDNAFSIETE o Hr 31 » A 34 K28
BELEFAHIYERZ R -

FAH YR 2 32 I e e 9 R 2 P+ B BUE SRR Z 8 2% (Fumary-
lacetoacetate) Y HERA + IR AL SRR (Fumarate) HI Z B £ B (Acetoacetate) ©
KB HERE AT B3R R 2. B 2 BE 8 i SR FARE P (Succinylacetone; SA) » fRER

B

-8 mEwEwEraRE | /]



R R IMLAE R JRIEH  BRERISAE AT G 5 & lflomega-aminolevulinic
acid(omega-ALA)hydrolaseMJfEF » T B BE M2 M £ fiE (Acute Intermittent

Porphyria)ﬂ/‘ﬁqi%ﬁ(:fﬁ% °

ZRER:
M8 e T LA 56 U B B Y 3 42 R 5 1/100,000-1/120,000 IR EIL5E
B RAREL ~ RN RE R AL TR R AR Ry 1/1,864  HREUR SRRy

1/60,000 °

= T
R ORRRIER AR - FORAR R 20 — (BT E A - (R HRER
TEAREA IR HELE — R ERIREE 25%A B FEAR ILAE -

» BRARVE
(—) B RRES M -

BB DI B a A — R TP BRI RETE - AN RIRER - BER
EHIET -l E AR AR AR Rl AR ERE - BEHEREANR - |
i~ B8~ IR B AR MRS s IR & DA BRARE 5 e
BB RGERR ~ FRRAL ~ BRMTEARIIS - FIRFEGE B » vk fFRATR

FIRMATERE - HF G B/ NMETIRERF (renal tubular dysfunction) » KM

T fEAE (rickets) ~ FFIRIE R SFAEAR « 45 60 S8 & A S 7 T AR I B AR iR T 3R

12 | £-8 RENEARAHRE



HEMERERME

Hereditary Tyrosinemia

5 o SRS IR PCHA ] AE PEBERE B Y OFSE - BIANE Ry S AR LS Mk R
B S EPUEAE(Acute Intermittent Porphyria) Z AEAREEAE WS AR AR
WUASESERTR MR - FEZIRIGHME] - B0E ~ ZKIE -~ IRERREK - RS ~ Bk
MFsls - ERERUEFR G GRA -
(Z) 1814 ELAREL M A -

RER S S M R R MR IMAE AT - REAR BB S R » A B BUBBAE 1R LA
I o MOERIE © FFERRERE ~ SRR ~ iR R RE Ry R RAEAR - 38 ATRER 105K
T B BT, -

T 2
(—) M -

AR LB IR M B v 2 R LW R SR P9 S A B LR
W < ST RHERRGR © (B 0YE DT B IISARERIE - 1RF - BT
S HINUROF AHIE M S B R BB - RIS BIL RS — (R AR
fy S ANt T A TR ARG PR B 2 - FIREME + BT B AT RE R
B B B R CreversedBITETY » DIBUR S T G HEF AHII IR - (R
B PAHREEYE M RIS (e B BB 25 - TR B BINE — ki -
() BB :

L TR — B AL P e L R e A 21 41 83

B

-8 mEwewsraRe | [3



AR Rk (SRREERR]) - ETTARIZEE B AT - IR ARk T SARy
RE - BEEEE - IR AR EBEEAEE K - DRI AP AHEY IS

(—) BREAHE *

BETRIEEARR » R AR NI MR e B ) R PRI K A 17 B R 2
R+ DARRE RifE e ARy N W R RN - FEHE RS - B/
& TRE R RRE AT A AR AR B 0 T DASE 2R IR R - 5 B r s B M 0
2 PR 5 R0 AR T R L T - R Ik I o B S AR R 7 2R s - 7R S
AR AR 5 5 SRS A
(Z) FFiET54E -

ERB AV RS HIIEE - e R BER R S & s - RARURLE
BN DL B R PR AR AT < IR 2 & W DUE B HIBR R » AR BT BRI - A5
BFE R R IR HISA - FEZ BB LAY - FHRRAS AR B B A 5= s ] 7H
BIGIIIANER -

(=) Nitisinone (ortadin®)J&f

2-nitro-4-trifluoromethylbenzoyl-1,3-cyclohexanedione(NTBC) A] LAFH 1 p - ¥R K

KAMEE( p -Hydroxyphenylpyruvate)iE 8 5% B IR B (Homogentisate) » Jik/A SARYE

14 | == vesmasane



B EMERERME

Hereditary Tyrosinemia

4 o WFFEBUR ] DA M RE AR B At BRI RE o HA BRI B H iR & A RN TBC
BT > (AT > BRREI PR A ©
HiNitisinone CAEGRARIG I - FIRAIR IR IGIRIMAE SR — BUAY R -

tRE:

FHR S BRER NS - SRR L SR 7 SEGE iz S - Bl
WHEREE - (KLt > FREDERSEBAMI o SRS - BULA T - F5EET - HEH - B
B EE PR ARG P AR E R B B M B R BRI o R R R S B R
fROUT - Bl MR B PG BRI R U A 2R B R E 2 e - It anD Al 2k
TRFRAIRAE 5 R BAIA RREE - R LR n DA 3

B
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Hypermethioninemia
(Methionine Adenosyliransferase Deficiency; MAT)

— FEE:

BEAE By — 58 R M M A I AU 3 32 06 e+ TRT Ak AT 28 8 0 s PR I R
(Methionine)fBAL K S- IR T R IR BRI (S-Adenosylmethionine 5 FEfEAdoMet) TR
MATEE SR (Methionine Adenosyltransferase)LRERRZ » 15 LAY 9 F At e o
RN

1M LA R T 2 » T IR Ry i R R PR E (Homocy stinuria) ~ BRI BR IMYE
H—BU(Tyrosinemia) s BB 5 LAY » A ARFHE T B = FHRR G E G299 E
FiT AR AE 25 Fo e R IGBRINE » SRR MA TR ZAE -

ZBEER:
UAE Ry BRI 5 22 A - R A3 SRRy 1/10,000LL°F

VEBRR

HEFEGE  BH 2R RMATEERBRZ G [ - o DURy e 4 (e B 1
SRR R o EMudd et al. (1995)8FE 304 ZAIASERI » B T 1401
FEE R R OREIEE BN - BAZHE R ORI E R -

EE

M ERARIEA -
KRR EHIMATRE SR LR ERATIIRE - BERIE T R @Al
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HypermethioninemiaMethionine Adenosyltransferase Deficiency; MAT)

FrAZ B R — MRS A BZAEIR o 5 SRR & i 2 fE o 1
BANAMESRT] » D EERR b B MRS BESH (delayed demyelination) FF IS
EHREAR » AR R B MATSE 2R Z % -

52

B SRR T R E AR e e T R R S R B RE RN R E
Pt — DA - NG BRIR S A R LT 35 - RIS THERERD B -

B 8 2 T RE IR R AP REAS R TS BT R 1 ) PR BB R L L7 B2
SER A B e P e SRR 2 T 5L 80 e P AR IR IMLAE (Hy permethioninemia) B
W& R PRAE (Homocystinuria) » IR FEEE — S MR 2H -

AFH A SRR TIEZFIA T Tandem MassBRBRETRERE AP HTEARIIE @ 2—
HWEERE - QIPHRERRE L7 A e hEENEY - R /57
R B AR RREAG 2 A h i = O RERE 7 v B 20 AT LB PR o A R e R PR
o DB ATHIE R B T DERiRE & R ) AiE T DR -

JAE B 7 G R PRAE Y W 7 » S AE I B R o I o s IO P R e B 10 R -
= R SR -

N BE

FIRTE PR o S8 - (i UK IR R RR AR R T RE AR DARERF I

o AL B AR S S TR B IR AR R  BOURR - RIOPPRILR

B
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HREL o DU T MR IR -

tRE:

B R B e A S i e L O A B Ry 1 2SR AR 771,701, 59 LIERT AR 5L - Hrh
e R8 Foe FR BR IMUAE A S e 2k 16 A AR T 1/106,349) » mBEIABRIRGE &6
LA o AS AR Sl e - PRARER RIGHRAYIRFH 3 fy 42 R (23-82K) » SEHER6 5%
o AR R R 06 - FESCFIIE R R00 - BRI R8s - MR A #HIR
ERRAIFE o

2HEN

* 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.
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1, 12 4% /R T
Maple Syrup Urine Disease

— REZ

—TERS R SRR B A P R A R PR - LB R e T S8
Hils 2 % | (Branched chain a-keto acid dehydrogenase ; BCKD)AYTHRERS 4: [
B » MG R GRS (Leucine) ~ B FI GRS (Isoleucine) S RARGIE(Valine) 5 S $Hf SE 1
(Branched chain amino acid ; BCAA)RYHERE » JESeHEREAE AR e ezt - LH
HIHRAGF R - 5 iR -

BT AR FIR R N20-4065 » 52 P I I B R IR B FIIAY S 5~ 10

N
AV AN

=

o BER:

B T A3 2R 5 1/120,000 » 3£E1F1/250,000  BIAF A RAN] » 720
K BRI E R AR 83 RS Ry Rl LR (I - TSR IS T RE A
BB AR o KB TR RERRIERERETUR - 220093 H ILENKIH

277 B
= s

ot iR B R - KRR AT — B ER - B AT
IRERE - (HE T —RE ARG 25% 0 BRI LA -

ﬁlﬁ
1
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g

BRARIEA :
—HAEAR ¢ RN ~ BRI BEESEERR WU SIS ~ i SR

SRR ~ Tl SHRPESERAVIR - BRIR bl R DU AR -
(—) MR (Classic) * SR ARy L » BESRIEIE R IEH 9 0-2% 5 KRMEHE®R3-TR

(=

AR EIEIR - MR RERALZE 5 FORBEEREHER - MIghinE
i~ S IARRSIES - AR - B B0 ; R
ANTRASIRBIER - CEA L B3RS Ry AR -

) MY (Intermediate) @ BESRTG M Ry IEH HY3-8% 5 FEA R BAE RIVIFIRIRA 5

REVIAIRIREDR 5 16 REA0 A LAY -

(Z) WA (ntermittent) : BERIE MR Ry IEHRY8-15% 5 @H —HI 124 H

(™

(I

20 |

H—RAEE - HEERRREEZRREARE QBRI - 4 HERE

B : B - BB TR I - T ER T 6 (bR
% B -

) HEAEFEBRIERY - G BB IR A RBI(VitB] thiamine)H [ IE » FEAK

FIAEAZRB1RR - [P MR ~ 22 M e SRR e - LT SR
AR R Rl > BRI 5 R G IR R B 7 it 3 2 1 i B KT - 3
FSE BNV ERR VR S 5 IR R

) B3R Z R [KIES[RIFE Ry T =FERE R —4 + BCKAD, pyruvatedehydrog-

F—8 RERBRERHER



43 K8 3R PX FE

Maple Syrup Urine Disease

enase, a -ketoglutarate dehydrogenase complexes * [KI[EE 3k Z I & [F]1F & BF
SE SRR IR B A SR - HORIR L T BB L H R LA LB
HREPRIE B Ry g

52

AT A4 SR A b ) SRR B A - ] DU A L Py o EF BB (Leucine ) Bl 5
H IR (1soleucine Y 5 » B FIRG R e 3% MG RRHY B IR B (H I HEE — P A -

BB MRS 7 - Ry AT ML AR B B RS R 2 & BRI AR R e A
TAENEEARRES R > RERNERGSRE Sk "SRR L R
(BCKD)AYIETE 5 [IBCKDAFAERY A BEAUREAE R T - T — AR A AT ] R 28
RIRTPRES - MBS EEF/KHINE - BB E IR SRR EMIIE - B R BRIV
P -

e

/ A

A4

e

RIEHI B E TR GIRE - B 2 K S AU 2 0 b A48 R R0 IR
(central transtentorial herniation)fjsE it o #74: bdfike FF 28 3 FHAVA R o] DI
WA » LEERREEER -
(—) S8R
1. WESHRHHERS - HRNpHEREEY -
2. EPERE AT EAER - JERGI R E D E I -

%ﬂlﬁ
1
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=D b
p/t\

#iﬂﬁﬁ(—)

l

3. IR IR LG T mRE BHVIRES - DATAPAIUK RN L R Ve R - BEERRA
EHEE S -
4. FRHPERYENT - BRI IR RO BB RS bR -
5. BT IUAE A MR RAR ALA T - JE J IRy H AT -
(Z) REABIBREATRE
JEAERI R R TR A BB 2 S AR - P A A BRI R A S
FISHE IR o T B B L o S B R B PR T i B - S % LA R R
% - MSUD DIET POWDER,Ketonex-1,Ketonex-23 By R & 3¢ Sl L EBI R kA4 -
TEMR FH R IR ARy SR AL T F5 BNl FE M A5 - SRR BT BT EE L2 s
AREE R DUS IR YRR 1k -

tRE:

BRRZETLY > sirEA R —2HNZE A WAFEENRIRE
RIBK R - TERERATH Y &1 - W E R R R TRV FRRC -

—HERIERE BT ESUE 1L - iRRAR GG RE AL E S - E
AR > E RO 2R B R S B 8t s 12
B AIER RO T BE LA ATREn] fERRAIRLE: - T REFINER s A SR -

BN R T R TR - FRRE AR AL - BEEAIRIIA

29 | £-8 RENEARAHRE



a8 R R IE

Maple Syrup Urine Disease

SRR LN - FITALEERD -
ENFR RIS - WEIFRER RN - R T — R
W -
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Nonketotic Hyperglycinemia

— REE:
e H R BRI 2 FR I A H B (Glycine R LS8 B » IV 20 R F A I B Mo

KAy

(—) FERAE R H G BRILAE 2 H iR 7> 2R (Glycine cleavage system; GCS)BRIEFT

TR HIGRERAL - BB R AR SIS - 8 A B S A RS ERAER -

() WPk H BERRINAE (Ketotic Hyperglycinemia) Al FHFM G HEFRIE » TS EH 2

g R H G RR IIUAE » e Bam AUREAR B R B BG T 3 - S8 B th 2 3 A A A B s

L

T BER:
2RI - HB AR 1/12,000 © HETHIEDI EIRE A S RIER -
B O EE R 2R 1/10,000LLF »

= BEER
Ry ORI E YR - ZoR R RS —EZR R - (B AR
TEIREVTE R » (HE N — IR A 25 %I R RULAE -
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Nonketotic Hyperglycinemia

g~ BRAREMR

FERATE: = H R BRI AE DA IR SR B8] 70 By 2+ 74 5 (neonatal type) B HE
H(late-onset type) ©
(—) FESEA : BRE R ZHERAEL A RRIER - HEEE48/ A - Alg
B A R AR FLVHEAL 5 A0S« UAR R ~ R S FE TR K (depressed Moro
response) * N + . ~ FEIESUEK -

REHIEFEAE R EIIART 8 E BRI AsE - A LA
FIRERE o BLAMU AT RER(F SRR » TENLPE SR MR - R (R M AT
FECATRERA: o 1A A ATV AR R
() WA« Fo R IR G A REER - <RI EERRESEARREE
LHSEEIR - HEN iR B R AR T RE R A -

A28

EEBEERE L TR AR KR E R AT 5 I R i &
M SRR A H MR A LT - TR R R PR B R A A G R B 1
H o EE R OB B S A R RRA R - DUBE B 1 e R B L o —
HERIRE © T AT BERE] i - DUETTRER AT -

JEAN RIS T A el - SEATZe BB LRI < S REAR I S A s
o AT Rt - AT DR R HE T AR RIS I » R IR B A 2R, - HI

B
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DU AR R HET T ERTR2 BT 5 AR IR 0 R A R IR R AR [RIEEH]
AR BIERE - DUETTAIR AT -

- M .

N aE

H Bl ] A% R 9 Sodium Benzoate J2 Dextromethorphan ¥ BUGHE ©

Sodium Benzoate Ry H B MR R R PR EEY) - (HAE @ ERTAFERS R - 6
FiSodium Benzoatef% » MEARIMIK H M REE AT LUKEEITE R » H2# BEW -+ H %
MeE AR D NRESE R #EC A -

Dextromethorphan—fi FI AR (LI » EAF5E 505 . » B F = Bl & HYDextromet-
horphan A] VG RBEAENLAR ) - W IKEE AR IS - S35 » SREBEIH LR
Wl - AR EE MR BB G2 - AT RETR BRI O P B U ) -

tRE:

BT T 2 5 FR WA R MR IMLAE Y TR BEARH Sodium Benzoate %
Dextromethorphan FFHFR(EE - {HZ{ER MBI EERE & AW - RIBEFR AR - &
M RO A 248 o BB HSHIGE - KR B EiR I H e e R
RO T 5 [ e e B o ALk H BTSRRI R TR DA AN -
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~ REE:
R e By — Vi /Mg R - RI26 1 T BRI 1302 B (17p 1 3)HYCTNS £
KA - HECHERZEE(Cystine) 8 WA/ NMEHEEE (transportase DIRER K -
{50 15 I e P S AR TR RO Vs /N b TR S R A B 28 B A 2 - IR
P B ] Ry =R - — » BHREL/ 4 5B (Nephropathic cystinosis) 3 — » H
A2/ 75 D EE R (Intermediate cystinosis) 3 = » FEBH B AY /B A Y (Non-nephropathic

cystinosis) ° Hrt UBHRE AL/ Sh SARY e B B T - SER A Ry g

T AR

BERERY S A R I5 il Ky 1/200,000 o MIAEIABAYIIEJE & (Brittany) » WFFEaE B34
MER R L R 1/26,000 - HATIECY R EBIA S % R B85 58
B3 A4 R R 1/10,000LLF ©

= L EE
R R ORRRIER AR - FoRAR R 20— (R B ATE A - (RIS HRERR
TEARA AR - (HEF —REE—IE AR A 2 5% I BR REAR UL AE -

ﬁlﬁ
1
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M BAREM :
(—) BRga/ R

BETAE R AE H @ AR - (2] T 6-ofd H AR R B & ~ e
i~ 2R~ ARERNTER - WHREBRESE R o BRERREE L2
NaA B AR R -

(*) ¥HFEEREA
] JE BAE % B (Renal tubular Fanconi syndrome) :
W6 H AR A - KB/ NVERIKEK - ERE - HIRRE - %
55 A R R AR T TR - TR B R ~ B Bk
HEFPHFFAER - BRE KM RERE S TR - BRSO S RERIE
G (DEBRRE A EE 5 CRE E R © (MEFSRIE ; ElT
T+ R I 0 Lo R L S L - () I8 R R I SR A T P
BE - (OFRERERFRER -

DRI FhER A M BRI T HE B R P A R R R B R BB IR SR A R
1055% /e A RV AT REE 4 B g 08
FE R e 5 R B8 (Corneal cystine crystals)

BB HAT 2- 3R B FOBRIREIR » A FlEhm Ay - T2 BRI 4 M rr I Pt
fiiE(corneal crystals) * AJFE 1B AT o RECIGHHVE R R B ELE 1 6fH H K&
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Cystinosis

HATREBI R

BEAMES H B MRS 8 (Peripheral retinopathy) » R HIFIRAEF (Recurrent
corneal erosions) ~ T AR I G RE - HLYPFAF L RERENEELE
EEELY -
ERERE B AR H RIS -
PR - PTREHIBIHRIRAE T  F N S e 1 RO RE MBS 3R b K R 5 -
Hofthy - B IIIER - EFEGE BRI AT RE B R34 B e LRyt -
(Z) HREEYF L FE

B R A RE AR R B8+ B AR PG S A 68NN -
(2) FEB RSB R AR

SERUF) 5 R s RS B B B 1 R S e S e th B EDOLAHEAR -

1 P

S PR B HE 1 BTG 5 Bl (cystine binding protein assay) » BRI 1M
ERETDERL R (Cystine) TR 5 B AL/ 4h R AY BUE R T IE R ARY50~10045 © fh—
Fe B v P A MR A AL RS EERELR B UL P S M P D e B IR S T 72
182 RT3 A8 H AT1E BZRG ~ /K R S B S A i s AR A AL A - AT T2
B -

B
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N BE:

LAZEY TR HRRA FE 3 B - DR B&(Cysteamine Bitartrate, %4 fsCystagon)f4E
VG - R RRIE R BRI T2 - SRR E Y E - BB M R
I B Bl el A A P B S 0 0% DAL DRI - s e 0042 Tl g 4 T R O A o
I -

Pl - FEEEIRANAE RN AR L E H R EIRIAEST - HaRES Rt
FITRIR R WA BB R R - BERE DRl - RIIMIRERIAHE - e
0 B AR B M 0 S IR IR N RO 2E » 1 REVA 8 L PR o SEE R P I B i
DURESHER » SR E R R BRI - MEARSERIG RGO - (0 ] 83 6 i
HEHAGFBRER 4

FEEIE ) b AT RE H BN O B M » {5 W] E 2 R BE e A A 1 10 SR SR BR A& i
B BO TR R AT RO B Y B W 2Eomeprazole » DILENG B LHYANHE -

FERENE - DIREDEIE R A ZEY G » 1080 48 I i o ML e o e et
#e o DKIBh A A mT O R R SR ALY (Cysteamine hydrochloride)IREEZK » REA
BT IR IR R B S AR e - OB AR S A B0+ B B HR S -
AL H OGRS A SR A SO TEIE -

T EAIEHE E AR Rl AE KB W A P O B R IR E B IRK
AERGY ~ 8~ 81 - BE 85 88 AR F o HEI R AR RE IR I

E o WHEREHLEES TR -
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Cystinosis

A HUIRIRE S ~ BT E e VIR OIE R B R i - AT 32 52 A
HIN P IEEVEH -

tRE:

EB Rz b EEREN > BEEE TR MR EEESEN 6%
A TRERR S B RS - EIRISAE R - FIBE 2 MeRa Beis it B L R AE R T 2R Y T e
b B EEAT A ERIERRF - BH TR ERIVEREE - BEFE
Wk iEHE - DR AR T -

2-8 pawmasraRe | 3]
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Phenylketonuria; PKU-Tetrahydrobiopterin; BH4 Deficiency

— REE:

A AN (Phenylalanine; Phe) By ARGHVAEIE AR » I — BV HIGEH
B E Il BB AR R I5% « ARFHIRAE(Phenylketonuria; PKU)EH HIRAA M EEA
it AR I B (Tyrosine) Y AR RS 2 A4 FRE - SEBCRAII IR RS R R HERE - T
EERBNHED -

I i R 2 O — 3 I A8 o B R A W 8T KT+ 43 LR 2 A i T A T
(Phenylalanine hydroxylase; PAH) » [ Hififig VY@ EUES (Tetrahydrobiopterin;
BH4) » bt BRI - EPENS AR RPRIER 32 -

PAHRYZ B IG BE AU S IERY 1 8 3R - L — R IDRERRZ - S 3(PAH
A5 JREMS TR E R A » S AR FRAE - BUERYPKUEE98~99% Ry LAY
MHIPKUEE LA RI70-80%H B Fy ILAY -

MBHARRRGERZ » AR EEBHARL | JREAMAREAEEY)AY - BiFR LAY (A )R
B RAE © FEIEHHITEDL T » BH4ZH guanosine triphosphate(GTP)#E —H Hi
[ FE » HL & GTP-Cyclohydrolasefll6-Pyruvoyltetrahydropterin Synthase(6PTS)%
SRR I & R © 22 B A B AL /K e S B 2R LA S Dihydropteridine
Reductase(DHPR)EJF Ry BHAT [ —(EHE R TEIRME ] © BHAANEH 2 BRI ILMEAL LAY
BE IR » 2 BRI IR L Dopa (e B (Tryptophan) FLH5-OH Tryptophan
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Phenylketonuria; PKU-Tetrahydrobiopterin; BH4 Deficiency

Y JE - HrDopafl15-OH Tryptophan s H i ifi#S EEY)'E DopamineHISerotoninH
SEERYIE o RIILATRZ BHARNS - HI=Ja ST &r B SR ME & B SR A
B2 AR RIS AT P i S B B R Z -+ T BT 2 i AR R R REAR © kS
B BISMAI1-3% R b2 - TIAE IR A 2 20%-30% /i

— o BER:

AMRENZBERESERCHESAMHEA  EEBEHANR
1/4,000~1/5,000 » HARAKIE1/100,000 » i —f B AFE A 3 4 KA By
1/10,000~1/20,000 *

DLIR BB AR SR A - 1984~200 74 fifR5,521,26 T FAE 5L » LIS
BB A IR R E R B R R4 Ry 1/31,371 » H120%-30% FyBH4BIPKU «

= BERN
R OB IR IR - ORI S — B AER - HREERIR
ERATF AL » (HEN—RE A D PR 25 % BSR R LAE

0 ERARIEM

AR RS IIEIR - KIFES-4H H A RERA 18 EH IR - HEREE
BEGRERE - BRI RGIME1/3) - BRI E G LI A E M o Wi ] aE
I B ERMEOE  B5(20-40%) » EEFFER - HER/D » [RIEK
T ABRRE - HERIIRA BRIGTAR - EERG S C S s L il /i 5 5
T e

%ﬂlﬁ
1
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BHABBE R Z B - BR 17 Ll EIRSD - H G IAIBHARYERZ M1 5 fFF AR
R E DopamineflISerotoninfYfRZ » 1M 2 A4 B B AVETT A IRSAEIR 5 40+ L
PR TIREE ~ SRR » BV ERBFER - DIRAFIER

5B

MAEBR SRR LB - A7 ~ A% - PR BRI ER A
At HFEYRABELBER - BEHEECERA R EE - Mk TR
JES IERERIR2ER BB B HGHE » AR S iR e P B Bl e

A= S ey T AR L P A PR I BR (Phe) U B B HIRE RN IEHRHE
JEHE— A B LTS - TR BRI - R TR
ST b DU K G B R I T B R ST 7 R 490 1 E (BRY)
A/NRFEL L) » DAt (b MRy A4 -

Bt 2 nlRERU R TS RE A K - TG B IR PR R I R B BT B2 R
Fo 5 RACH A A I B A B SR R 2 T A B05 A PN I BRIALE (Hy perphenylalaninemia) -
R FEE DR

BB T /NI R AR R REEAS 29t » W e = A RERS J7 35 Ry 73 W MR

RIRIEHAHRR G AR & & - MR & AT LA AE R A DARERE 22 B

&7 PAHGRZ BUBHARR Z R TR « BH4D IR & BE(BHA loading
test) * JRIGWERR (urine pterin)/#T » FEE BERHAS BEY)E (CSF neurotransmitter)
S3AT » RLIMERDHPRIG M E 24T -
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Phenylketonuria; PKU-Tetrahydrobiopterin; BH4 Deficiency

BH4 IR & ik B2 4E L IRBHA T, » BS IR R IR 2 N
IR 30% » AIFRREE B BHAN AR I B (responsive) » [HE LS T
FERR2/INRERII —2R - PRI DU R 7 2 TR R i

b \J .
N BE

HRBHARRZ BRI S » IREEA M faiafis IR E R H
HRHSAEAR o SRR FIBHATRHE AT e H] B R ARG HIRE - (HRIBHAA B R
Gy A SR RE - S BT AR IS S S - B (Dopamine & Serotonin
(IR, » SR T SRS i T A R RGE » [Pk BHAR IR E B SR DU o
YRR FERY)IEHE 41 ZE(L-Dopa) » HTP(5-OH tryptophan)% «
ZyaRERAl
1. BH4(10mg BH4 * 2HCI » 50mg ascorbic acid > 25mg N-acetyl-L-cysteine) ¢

EYIEERAT30 5 B NEIRA - A € SR B ] K SRR R DU Ak B RE VA
R 305> S AR SRR » HHRABHABRE EERUR » IR A BVK e A
BHAZ 5 iR A RSEH - RTINS HIREE(-20°C) » RBIEIBHAR-20°C
TARE ZENE - BHBHaBERR T MA - EEgEHE > BIHRE
99%LA HATEE - (HEBH4BHtA R = IS RIA TR A - Lot BRiE S —#
#Kuvan(100mg BH4 + 2HCEACEBIFDARLF] BT » Al A BT RIEP AR I
P - TERSECRR R P - AR RS MR AN AR B -

B

-5 maweanraRe | 35



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

B CUIR DU S8 184 En - B rIEE B 1 0mg/ke/day » DGR R
ATREG A — IR ~ BN - A » TEH SR SR A -
A L iE R A AR R TR B D+ SRR TR B LA B A - IR e R R
FEREIA -

3. Sinemet(100mg Levodopa * 25mg Carbidopa/tab)B{Madopar(200mg
Levodopa * 50mg henserazide/tab) :

Bt R - DI/NEIRIRIRAE BN - KV IE RO R - Fr DU & 3 8
[ T B B2 RO RIS HE - AR BUR A& ~ 8]~ AL
B QAT RE R o i SN EER TRE B - AR N B ) ~ SN B S
TR A IR T AE Ry BE RS » 5 DL EAEARIE R e R R B R B A A

t B

BRIRESR AL - IRBBISNOR RS - BELE R - AR
95+ 1-2fAHAAGHZIEHE - VITERE R85 5 MR ERIaRE - HF
YRR Ry53-45  PAHIRZ BURYRE TS HORT AR S IR AR RIFRIECR B - ARG B
EHARE  HARSEE D2 N2 - BHAnZ BI85 3 /R i 4 5l ]
PR S 7C P RS (R S R B A I -

B G AR BRI RCEE - KO8 S B 2R R 2 - BRAREK R TG R AYIRF A
Vi Fya6 R(17-127K) » BB EI6 kI » MR8 R Fe98 » RESCEEIE R By
92 » BRI EING By 104(Chien, et al., 2004b) » W% H 35 EEAEAIRIRE o B &
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Phenylketonuria; PKU-Tetrahydrobiopterin; BIH4 Deficiencyw

PRERE AT ERIEMEZE RN AR E 21 R
(12~30K)(Huang, et al., 2006) » [ H o] DS A B & T N DAEHE -

P+ REEH 23T 15 98 3 R PRAE S FE R T B BUIR B R » RS REUR
5 18 3 T R PRAE S R 1/3 B BHARY - 38 SB[ R HE SR R TR AR R R 2B )i
B WX R R E BT BN EREIL - SRR SR - BA
1P 0 A 4 £ 2 S M R A B B S A LR Y B R Z HO S B (Chhden, et
al., 2002) * SEEFBEYIRIE - BREMIEUS R AEE - LAWK
37 Ry i MR R PRAE S B8 » LAt RS P BR RI R 20 e B PR B 5% -t mT g
DAHE R EEY) AR I R R » DASCE MR TEER (Chien, et al., 2004a) «

BE

* Phenylalanine hydroxylase deficiency: intelligence of patients after early
dietary treatment. Chien YH, Chiang SC, Huang A, Lin JM, Chiu YN, Chou SP,
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
HP, Chu KL, Chien YH, Wei ML, Wu ST, Wang SF, Hwu WL. J 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 J 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,
Chien YH, Hwu WL, Liu HM. AJNR Am J Neuroradiol. 2004 Oct;25(9):1569-74

%ﬂlﬁ
1
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Hyperlysinemia

— REE:
Ry TS R AR B AR - 1 B2 R S BRI ey 2 SR 1 Py B8 — 1
I% £ Bifunctional protein 2-aminoadipic semialdehyde synthaseﬁﬁzﬁﬁgﬁz ot
#ZHA lysine-ketoglutarate reductase (LKR) Ksaccharopine dehydrogenase (SDH)
MR BREEARE - RE RS - ERSHNEE RS - W
FREPEPE K - TR E0E BE A BRIMLAE (Hy perlysinemia) B bR e 22 MR HY 3 AT
(hyperlysinuria) °
REBR S MBTE AR AT B :
B« 56fGlysine-ketoglutarate reductaseBilsaccharopine dehydrogenase
activitiesHyBERTE TR EREE -
I . saccharopine dehydrogenaseﬂ@@%??ﬁ‘l‘ﬁﬁ}%Bﬁ ’ @lysine—ketoglutarate
reductasef/7H A 1 ©
E A E A7 A 2R TR a8 3 1. 30947 B _FHYalpha-aminoadipic semialdehyde

synthase gene%fﬁ/ﬁ\ﬁﬁﬁgﬂ °

ZoBER:
HETEC SRR BI A & 22 R Bk G 2 4 =R Ry 1/10,000 2L
o
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Hyperlysinemia

= BERKN
RERORBIBEEION - R RS — R AR - HRAEERIR
EARAAFIALE » (HE N —RE A PR 25 % BSR AR LAE

0~ BRARIER

— LA ZZAEEARNIET TRl AR - 3 B S i AL ) RARRH -
AR BRI O EEE) b9 %R E (psychomotor retardation) » HfH
(epilepsy) ~ [cBE i (spasticity) » & Bk i (ataxia) K #1E/Nshort stature) « &
BUEEE RS BRI Goint laxity) » ERIP &Ik (spherophakia) Rk F il fi2

(lens dislocation)ZE 1 °

5.2

HER=ERE L G5 HRRTEEREE TS E15000mmol/mol
creatinine (—f% 1% {8 Fs<70mmol/ mol creatinine) ° 3E—4 R EERE M » P
B REZ B (saccharopine) © EifE &M% (homoarginine) » 2-aminoadipic acid K pipecolic
acid FFHYHER -

fEH ARSI A AR A b - R AP A R AR (B T REEE 1700 1 mol/l (IEF
{E<200 molft ) - MEFF BB T HERIE270 12 mol/l (IEHH <28 pmolfl ) » AHESZ
TSGR Y Frtiie - AT A AR -

B pEmmRERERY | 30
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BRER (—-)

it

% HR % A SR BB T (Hy perlysinemia) W » (5] Ah THE2 B Sl g B LR
(Hyperpipecolatemia)FYEH 52 o & bR HfE G BEHS I (Hy perlysinuria ) {H 7 % =) Bt R
ME(Hyperlysinemia)R + ATREHEHN Ly B /NE R FTEL » 38 4 By — WAL AL
(Dibasic amino acids)EHHIERZ » I AT L ELAE M —HER] LRI

ke

J A

s

o :
— R RREHI RS B H AR - B AR R R (G K A 3
R BRI A U AL ER -

tRE:
KR BUAE 65 2 A RIVAEIR IR IR E M E R — iR A HE
PRI SZIEH -

40 | =u wEmmamems
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— FEE:

FHICERIAERY 196 1 5- I Ghadimi 3K » Ryst R B BN L — T - FEMZLE
Yk MG I T R B T IE B R R+ AT 7 L 1 I A8 ) P g B 2 v )
Frig#arp » BB (histidase R Z TG » BEALBGIR AR 2 BIRHRE - Mk
B IRIE R IS (urocanic acid) + SR HHHEEES [T -

ANJERY#A M R £ K (histidine ammonia-lyase; HAL)RZFREE + SR g RE
(12922-q24.1) » HAL BB E K (single-copy gene) » FfEH 25kb » FH21 Hexont
B o B T Ryt e B R e S 1 T 8K 1E F (transcription) IR » S EHHASRART % (tissue-
specific) V% » HIRAE B EL SR K45 1 8% (K] T~ (epidermis-specific transcription
tactor ARG AL » TRITAELIE IR I - A I kB R S B -

SR R R 1) 43 - R B L A U IR B A I R M AR G » R mT AR ER A
12q22-q23_FAYHALE K] 4 5 35 288 (missence mutation) [ EEHRAYEE4:

o BER:

PR B4R 18,6008 AL 3E) 2 1/180,000GHRHAY) » ALK LLH A%
EHRFRE 0 Fy1/9.600 - EAIEREARAH « HETHAECI RRBEIA ST RE
0 B EEER %R E R 1/10,00000F

B

-8 mEwEwErERE | 4]



= . IR
RO RREE TN - FOR KRR R A —H B AR - HR AR
TERAV IR - HE N —REF— IR TR 206 HY BRI B LLAE -

s BRFREMR

TEAEACBUE T - HR A I e (G PEL R + S BUMI ~ PRI S BB HH
FHRCRRREE 7t 5 IR ARG G VIR IR EE BN 5 0L B B R A K R e R i
PR R o R A R B P RET R 22 290~1420 w MOEHE70-120 1 M) °

o s LA mA R B - TR A HARRER - DBURERATREEE
FIREBRELRE S TR R - (H B RIRR 5 S B IR v AR B LA R

SRS E - MAERIE R RS F A S B B e AR B
/NEGEB) K (cerebellar ataxia) » JEKIE « BREAL ~ BB/ - BEER - B
fii(seizure disorder) v NAFRHE » FH(precocious puberty) » e KA RMUE
(congenital hypoplastic anemia) ~ Ifil /MK A EHEAE (thrombocytopenic purpura) »
LR (multiple congenital anomalies)SF o [KILAEEEREE0 Ty - HIZRRI
TErREEERE oM » F R R IEERRRE A - D R Ry R i
(disadaptive variant) °

AL A G RE B R BLUR R R REBU R AR R R RIS B80T 4 L Iy
HRCRRIREE 7 o H ARG S 4R S A S A RAVEREAE -

ERBERPERZ RIRE/IRTIE - WTRESECNRIVEE  HATal R KIRFE/IR

42 | £-8 RENEARAHRE
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Histidinemia

TIREE I (EF - o] DUE R 28 SMER D578 B Se e (F PR AR - Whoedai - R
PRI PR TIRRIN R Z ] RESE R AR B 3 A R A i -

TR
fBg B I T R R ARG RIREE - DIELS8E B (ferric chloride test)RERIR

L E Y imidazolepyruvic acid °

B
(—) BRRJTIE ¢ AR A MR R - DR R Al R BRREE - ARAR RIAH
DA Tt > 99%HTEH EREILAMAEIR - AT EREHINTIEH -

(Z) BB fIaHE « iR 2 ARB BN - DUORREHRH AL IR AR 75 PE A R -
ERBEE TR (in vitro) BB P DLAEA RIS - (HIFFE R RAER -

tEBE:
B R I R O B2 R - E AT SRIUEAR V6% -~ R (5K
PER A TR PR R F A - IR B HAGE RAF AT -

<

B
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Methylmalonic Acidemia (MMA)

— REE:

£ 2 P RS P — R A 28 37 8% 38 (methylmalonyl-CoA  mutase) Z X,
AR AT A/ NES R A ZB o R R ATER  BLoRB R B
WIS BI2IAE - & R BRI BRI - AU A KB 1 21 S » e R 5%
BRR ] -

— AR
HREIMAEC YRR B A S5 AR - 584 3R 51/50,000

= BEER
RO RRR RN - FORACRHR R X — R AR - BRAERIR
REARAAF AL - (HET —RE R DR 25 %A R RESLAE -

 BRARIEM

HERRFBVE A R IMLIE (Propionic Acidemia)Z 8 » BRABERBEZ R
i ERRINGE ~ BRRIAE I ~ HHERE T ~ Bk~ EERC - MR BFm 7
N AR TR DL AR RN E R - e S REIRES -

RIETB 1 200 S HE /T B W] 43 Byl A 3B 1 oM I HE B 52 B I RE TR » LB
REEIRAD N 3%« BERIDVERAR ~ IRVE T » BRERT - RilAEH - £2

44 | =u vEmmascms
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Methylmalonic Acidemia (MMA)

FEREGE AL REEFRTRAERS -

251 FEAR
HEZE FB1 2 e B SUE AR ~ Bk~ R BREREER
BN RE 2 A b AN
(BRI AR « Ik - &
Mz ~ ZIfFEMmERI MugdFHRE -

fEk £B124 IR HE R B ELRE RS S DA EEA S~ Mg e

PANT By BREERALI -
28

R SLAE AT A S Rbm Ry DLAR BB 3R o At » Al b LG vy C 3
carnitine2 A - DINEMEAR e S A RE - M0 Eh= r i & ey
HEN MR - DUEHE 1R R AR R & -

TEERTZE I WREBE RN - DM AN AR -
ERIETAVZEREE A » IR A% RS AL R A 1T E RO I -

(—) SHEHIRTARE |
HEHERMERRSEDE - #5 RRGIERR > TR bESRSNE
PR - RIS ~ IR EERRFSMAER © SLRFRE R Fpa B - A]

B
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SEAG T kR R AT A B K o DURSTR HLRR I E SR LRS- AT FE 0 MIRER: - 6
DEAER > DI S MAEIRES: - AURTEIURE - AR EHRSENT DAEER
BB S AR kR

TRAE R B E IR DA 0. 5 gm/kg Ry R R » [R] R 75 7 A 78 78 0 Y

REE - FRILZWIRER - BUR AR > EHEZBIERREYEMETHEZZ
B -

(D) REIERGE

1. B H RS LR R -

2. EHERE —M Ry (1~1.5¢/kg/day) » HKEZHHAFIRGL AR 22 -
% B E Y R B i — ] (CR 20 BR 2 AR (Propionic acid) $HHSCHEME AR
Methionine, Threonine, Valine, IsoleucinefRaiizk » Af DL R P — B AR AE EL P
WA PRI £ ] DAAN & DUb 35 e BRI o TR IBC T 0 M MUK i - SR/ Ae 7
L-carnitine (50~100mg/kg/24hr) &k fEAFRB12 »

3. A B R AR IR - e hE R R B  MeARE  IRAPHEN TR
RERBEEL -

4. BRNTRBERARE - AT DU — iR R R IR E  E R R - 2
R R e P L et O 2 IS I 5 R R S % i FR RS P R A » RIS E
ARG I — i U E SR - — i E AR IR Ry 1.5-2g/kg/day
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PEA-BME

Methylmalonic Acidemia (MMA)

tRE:

BLE R E - AEART Gy BLAF R 280 A GRS G R - BA BRI (mut0)
TR » S ME BRI A P B PR RS T REAE 1 318 RIRF 3 2 » HL BRI 3E
o

SEAE R @ A MR fFEmEES - e AE VB e
W o R E R KRR M A S L B IE -

z-8 pawsamtaRe | 47



ERBMIE
Isovaleric Acidemia (IVA)

— EE:

H A RL AR B H1sovaleryl-CoA dehydrogenase BEZRERZ PTG 5 PLIEZRAY(E
2 Helectrontransfer flavoprotein(ETF)i} 8 T H 2 E T EIEH o R
HIRZ RSB IR (Leucine) kST IEH B9 A » M AR Klsovaleryl-CoA
HERA - I E A 1sovaleric acid BUHAMAYAEHY) » 40 ¢ 3-hydroxyvaleric acid
N-isovalerylglycine ©

BN ES IR ] Bl Carnitinefi & 7 4 Isovaleryl-carnitine * [E#)(C5-acylcarnitine)
A A R A A E] © N-isovalerylglycineBlIsovaleryl-carnitine Al 5 3 Y

Isovaleric acidiB#pY MEHMIYIE MIEIRIRTHEL °

o BEE:

BERTINIVAREEDHTA » KEHRREEETEEE - 5RBEI90F
8 3 BHAA B I F B B R o A S ARG A » DA R AR S b o R B AR B
FrlEZ o EAEP IR 0 — A 2l B AR e E 28 Iy IUiE R - Hik
TECI R BB A S F PR - B3R y1/10,000L0F -

= BER
R OB YEE RN - FOR AR R 7 — (2B AL R A 1A B R RE IR
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KB MAE

Isovaleric Acidemia (1VA)

FAE IR B3 T — Rl A o TR 25 B R FE L E -

0 BRARIEM

KEBERRAEMRBEE T 28R

(—) SRI(GRPE) ¢ AR B iR R R - KR SEEIRI - (EL
Wa RHER - B - TEH: - Bk - S SRS RRREEEEEE
AR © 50% BB M A RE RN EHIE: - BEHE - 28 - RRER > BHg
IR AR & 2 RIY (Sweat foot)HYBRIE °

() JRanRIeTE) « SRR EENL - RERAERIFL © HAERNE MM A
B E-HEEA-CERRER HEEEOA R  ERFBFAR - BES
FRIRHE ~ AT -

-8
T 7R R e R R Pl P P 2B S e b+ TR 3 A B R ALy
S INEE AR (Isovaleryl carnitine; C5)RYEE » A HBER S & » AIFE—TE
BB XML -
et o B T/ ER BRI RE G 2O - ] B AR R B B
R s LS O VKRR ME ~ MAME - MR AR IR R & & - DIK
PRV A R A EE VIR & RS AT » D B2 Pl 5 R B TR A 2 B

F(Isovaleryl -CoA Dehydrogenase)iif 1 LATEZREZ T -

B
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N RE:

EiR BRSO BB IN - BN EE R EATNHE » SRR
BERRCRb G - KILTR2E - 6T HGE - B ldesTs -
ESMBENIAE L FERBERARARHEETF - BERES sovaleric
acid » WA THE < BE » DURD & SRR - & Bt X ke H
LEACBRG ORI » RIUFE5 8 T IMIREAT -

ERIAE o FERREEDRRIGE - B EH o BRI 550
78 H IR (Glycine) J PAB(Carnitine) 5 4EY) » Ko E 11 -3 H A AL 1M -h B IR BR N i
RIRFFLER ~ Tsovaleryl glycine & & » BiflZE REHHEREHRREL -

5

tRE:
JCAE P32 A P A I P 5 A By AP R — {1
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7 B M E
Propionic Acidemia

— REZ

Fy— R - R R IR S B g AR LB 3% (Propionyl-coenzyme A
carboxylase)iRFg » LIE A9 1F A R B G MR U S B h o R W) - NI
(Propionic acid)E{LEHEN —&(Methylmalonic acid) - —HBLEERAEIER - 45
EN AR PN & T EIN

BRI B ~ B - Bk~ DLASRIET ~ SR RO 2R
— 2 35 B RS R L P R R R JEC S T 43 A R AR AT ~ IR B ER (globus
pallidus) 75 BEZERY )

ZoBER:
fE2£[E1/35,000~1/75,000 * HE LREAERAREER - HATHEDI D RIKEL
EERIR - B ERER1/10,000L0F -

= ERR
Ryt ORI EERORN - R R R A — R E R AR
TR RS - (HE N —RE— R ERR A 25 %R EUILIE -

10~ BRARIEM
RER O B FAE A R (E E RN A ARSI - IR ~ 58 - DR TIE

B
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T WK~ TSI ~ SR R R SRR o 8 AR AT RE A R P st S R A
TR FEFER RS « R R I IR E KRR RA B R -
FEERE R - EHZ SR R S C T R M AR 0
B - DI BB ARG EEHIIIEIR - 1072 R A 0B B R A
HORES -
PIBEAERR —RKIER - FER B E RN ER R - BEE - RPAthgfi
FHE -

FEMRMR FERK
it AW ES 25 R - |REEhE - EH
apneas > hypoglycemia ™ poor feeding  vomiting
iR LR | R /ME i lethargy 8K coma ->JE T death
FIAMLAR VRS ~ FrE SR (RI30% &8 %)
HREERE
infantile hypotonia » neonatal seizures > mental retardation
SR LB | RERERER G R 7 R A R
BT MY SRR purpura

H AR RELTE BTG e B R

R PE:
AR B e AR ENRB IR T - THEEANERE T (anion gap)
(KIA20Z W ER/F) » BfE 5 (ketosis) » (KMAE(hypoglycemia) » HIMEKE
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Propionic Acidemia

{& F(neutropenia) » Ifl/ME T (thrombocytopenia) » Jz Ht B 25 B B A5 M &
(hyperammonemia) * Il A H FME (glycine) ErBARAT & » 62 1 ZLRG R tho gy iR
LTt

52 B i P R A THE AR R » (KR PR A HE R e M 28 3 H IR Y

RAZLEM IR o Ho M ER TR IR N B E IR - A{E R B R

WEEITES | o S K R ERERR G IS BES MARE - At DU 1 1 2 30 2 i
ER AR A -

I e PR % PR A B (methy lcitric acid)#REr T HNMEIR 5 fE I &
BRAER B A R - M0 P AR R B PI 2LHBE A(Propionyl CoA) R R R
(Oxaloacetic aciFEE AL * D& TR R E 1Ml Ry EE B2 22l TH. -

AEi A - EFHAERREIRA A BR B > DI RDERESN - MER
BEAIBR T — it RAE S - LB R A A S R I RE PR AT AT RE - 1 M &
MM ZLMARRE - HAETHRITEN - BN LR LG E R 3R 5
I R S+ R R ILRE I T RE M B KR - B R 2
- SR ER AR - SRR RERMEE C2E - e 2B AR
A E M P TR A e AR L B SRS 1 -

R
el R R A Ok ~ BIRE AP LA R HERE R
MRS VR T OURYLA: Fneomycin - HIM AN MEER - FEIU

B
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25 AT S L v e B R - R B BRME RS carnitinelBhiZ » DEKEAS
L-carnitine °

Bl R IGH b BE S e B R IR T 90k o /DR AT B oS T
XMTVI AnalogB(Propimex-1 » A 1% OS2 » XMTVI MaxamaidB{Propimex-2
15 2k A & B H I (losleucine) » RAEEE (Valine) - FIZBR(Methionine) ke ik
BE M (Threonine) » [K] Fyig SEfE B REAE AURNE AR &y AE A IR » TATIL 75 ZEPR A 3 A
& o GREE LRSRIAE R E S A -

tRE:
HARBZOFEFIEC s FERFRECEEEBR  BaaHE
TRV R B R AR TR  SRBAE ~ SRS IMIRIIEIRSE -
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Glutaric Aciduria Type I

— REE:

ToMEEERAHEENEERRE  TERRBR AHBALE MR
(Glutaryl-CoA Dehydrogenase, GCDH)3& flfl 73RN B (Lysine) B (Al BR(Tryptophan)
DU B I (Hy droxylysine) FE & AR A ISR A BRFAFTEEY - SO #r AR
I EY) K i (glutaric acid)7E ABEPAEEHER - HERE MR LA RS P ELHRIY PR
W+ S AR S B M A R - R B H R AR - B H R
A AR P T I e B AR AR AR B 5 1T 3 MY 3-hydroxyglutaric f glutaconic
acidZMHEHGNN -

X B iR AL S B2 34 (Glutaryl-CoA Dehydrogenase, GCDH)RyRifi s iy —7l
w A F (Flavoenzyme) » BNEEAHIFAZL SR (Acyl-CoA dehydrogenases, ACDs)
R — o LR RE IR P MR A e (o B o AR S5 T M v B s
B+ P RS P RS R B AR T B RIIR Y 43 - 2 & B H (homotetramer)
—HREE -2 T EREEHFAD - ASERIGCDHER RN A Rt 19p1 3. 2/9{1
B BRI Tkl EE o R RERE 1 EREF(exon) - HEBEHIE K
EH  ATDUECR 7 T2 BRI -

ﬁlﬁ
1

B RERBREBEREES 5

1



—oBER:

HFTE G BR300 ENR BIHcEeE - 55~ M AR 8% - FEE iR E A
T 1/40,000 AYFEAER - HidLAIE 1/30,000/95 £ - HATHAEC Y FHE
NEFERGR - BN ERER1/10,000L0F -

= EERRX:
REEROERIEEERRN - FOR AR R S — RN AR - HRAER
TRV R - (HE N — UM A AR 25% I R HERRULAE -

0~ ERARIEA

R AT R - CRW DR ARE 2R AREPRYE
K BERBEAHERE -

AR - BRGRIH - EAHEE NP - WL - RRINEEK
ERARE S - EAERFrE4-8ME A - IR KB B A & fe SRR AL -

S MEBIER - ATREA RN » RN © R ERBEET R DU A TR
g+ AR IR P ARG AL E 2 IR FE A -
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Glutaric Aciduria Type I

B % HARYAEAR

BimHAmE RIREA
S8 53 0 X W B ARSI R
EBERE(dyskinesia)
i HE = T 2 BEBFAE (choreoathetosis)
WA AR (dystonia) E (ERE/ it/ 7 5 Sk (opisthotonis
VU SN - B 2R -
AT BB T S B B K S e M A A

BRI | GRS | ReyelE R

T REE 2B R IS R R T B P
FTREZE AR AR A SR AT 28/
M AEHEAR
FEBRA L irritability) | K5 RAKMEE R ST
3 B8 (T 200 TR BT IR D
U S {6 /o - B R R P (R L
Wik T hEFES R

TR AR IR LI

B
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BRER (—-)

A 2

ERBINEHRHARIEER - Bl EETECAIE MR (FRE R - T 22 bl
2R 1% 2~5 K T 4B SRR ARy I BRI (Glutarylearnitine 3 C5DC)M & & » 4l
}RC5DC>0.23 u MHTR 51 - (BIEER B4 RETEAER - MEZE L5
GC/MSTHI & FR i AHRE A B R (3-Hydroxyglutaric acid » Glutaric acid » Ethylmalonic
acid * 2-Methylbutyric acid * Isovaleric acid)& & » MS/MSF T I AH B A
C5DC 5 C4~C5C6C8~C10C16 CI18:DINEE » HefkiHllE [ IMBREK K g4
A BRI T AR A X S 3R (Glutaryl-CoA Dehydrogenase)ii 1 BUE 2k K] 228
ST AR B -

T2 F- W1 97 BE AR S M IERERO B » B2 — Sl b A5 T o B LA
AR BAE IR o AT AF SR A R PR 2 B bl 20 BRUE B R 347 » (A 08 — 2L
WA CREM SRR -

=BTk = R
MS/MS / GC/MS

iR A BRI & R 3% A BRI & =
JR B & Z (1 gm/day) IR M o CHE SRR B AT
3FEHL K —FE(3-hydroxyglutaric acid) | BRZ#&
e C5DC-acylcarnitine H2H
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Glutaric Aciduria Type I

I SRS B P SRR B R T 5 2 PR SR - =k P R RN
AR o

R

H A5 SR G - 8 DURE 5 S 28 1F BUE IR P Ry - SPERY B mI e
BEIRT » ALHTE IR IIARE S 2 BT - QAR S BN FR (Lysine) Je t i e
(Tryptophan)FFF FREC /781K BR AU BERE MRS AEAR

H&EHFRYREESETEDE - R SSHE TR SR ER
(Riboflavin ; #4: FB2)EL PAM#(Carnitine) fFS » W B HEMGER A H - M 1-3(H
R b R A  EERR R IR S R IR RS R MR
DURARSET - WERREE - —RE 58 RIFHHEREaL -
(—) BRE e

A IR A B B R - A A EE B A YR B AR - i
TTECRIRE - BR T B A RE & BLE LU E R 8 PRSI & ik
RGBT - FREERENA IR o HIBT RBRIIE M EEY R T IR
HATEA KRR IME 55— R A AR A 0H (Xlys low try analog / Glutares-1) °
(Z) ¥ EFH(riboflavin)/ Pl (carnitine){# 3T

iRk E (M4E%EB2) £200-300mg/day * HH AR AB2 MY HEGCDH

B
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BRER (—-)

LIERIER > HICRPGEEARL - HFSARR50-100mg/day » FINH KRR EL AR
RIS ET IR R R AR - BRI E 27 -
(2) SR ERIEIE

SR REEBOE T - BRI Ak ~ BEIEE R - Sk B
PERgrh RS > HIMRT & - HIEI IR A -

tER:
SERERS SRS B B AL RS 7 IR MR - Al THPG S b ARSI - A K
FHERE © B2 EIhRE R iRk o Bt R B E - — HIRBERR

MELAKAE -
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