7 In 45 KX 7E
% Retr Syndrome

— REE:

Fy—F RS RCR IR - PR s BEE AR DR A TR
SEAL R BRI B 5 - FHSEBB AT 199649 H B ILIE - 2R A bCPG
54 % 1 2(methyl-CpG-binding protein-2; MECP2)FEKIZE BT T 1 MECP27E 1%
G B 2 A i 3 A SRR+ ) A MECP27E FISHRERI R o & — A
RITE B2 20 2 R B i 0 6 O B PA I RE RO R B 2+ 2 B B AR PR P B A
TR R -

o BEER:

#11/10,000~1/12,000(Z HEHF 4 5 » HY N BRI - 7EB0%RT Lk ART -
SR TR/ NG RE— BB > RG> R EEL - REH %Y
FATLATETS - I HFRE U R b IOREAIER

= BEER
PR @i BRI > R FE — S R REH R 0.4% - KEETHY
BH R A S HIMECP2 R K ZEFTEE -
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BRER (—-)

- BRARRE

iR PR B iR FEAR
M 6f H-16F | Re~18fE ARGER BRIEY - BB
=8 ZIEARE SR 2N - KRR EREE

SLEDEAEBLINAY) - il Hr 2 A K
B o ACRERS R 50 I - K
SAARZRF ~ ATy o AR B R R
BT N R R R -

G 1~4J5% SR L R RERINS - BiEES
IR EE RS FEZWEL > BERHET BT BEFE
A SINENIE - BT A T A R S &

i > BRETF  RTFE ANEHEGEY
s PG~ MR A% BOE B B 4G A
18 - SHEIBRR R

IR 2108 SEKFRE + S0P IE B TR

S0 e i 5 B O P BRI L

R SPR BB - S WEEES - b
AR 5 AR SR

R 5258 TR EEBIFARERS - &

WL WAL+ R PR -

21 Wl + (LR ~ 7 S B B S
A (Y REME - R SR
A -
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Rett Syndrome

52
ILAERIRZ B T AR S ) DU B R IR R & - Tl A T B R B e 2
bl o A HERR AR ELERE (BIAN « RrgREEEA ~ WRALPEIIN « ROEERREE

/NS REEIE )M ITREM: - H AR A LISz [B] (Electroencephalography; EEG) » /[

Bl SOt RERRAENEE - 28 REFEERBENER » IRl
BIBCAE 2T -

SFE2EE o fE A IR AR ER R FORE R T 0 S HIRTE 8 0%R140% Y &
LR BETHMECP 2 SL RINg 2888 » 5343 BIIA5 8% K1 3% Fi 3 W] B¢ B G MECP2 B [RIF A Fr
Bk o

B
FRBR AL AR C 30 - 1 R A IR S R AAAE R 5 HACR R BILL T

IRGESE -

HIRAEAR R
FHHE (0 i R R B R 3 B R I

il A T/ NS R B A BE R - BRSO 2EY) -

ERER SRR R R RN - TR -
1 EHEAE RS [ - TR EERY -
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23] R Ry REERE RSN RS [ - FEE L B
R~ BRI BEEAE - BRATIRY) - LB/ Sl
RHeshmizh -

[k R RNNE  SRREIFF R RTEE K ki
Mg RYILGHER -

tBE:
A8 R AP 008 A B SE R ACRER - IURE R F M ARl SRS B ) - 3HE
AR A SEIT RS R ITTE - nTREBUR BT ERE TR 2 528K -
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Spinal Muscular Atrophy (SMA)

— mE2:

45 B T T S AT M 15 S SR P B Y - SE BT SE 5 | 3 B
A EUS R T S I o o L PAY S8 K 5 BRI - 0 PEBE R LA 2
iR o FBETE LA Z= H e (IR SMA) B — e R iR M IR » TR KAy AL AT ER
W H B RERT A E B AN R BIRL - SEASHLA R R ) ~ 2 - 10w
PR b Gl R ERNE - TR RS - H A fnhnioshh 52 & -

H AT E RS B AT SMNEE R A7 R e 8591 1.2-13. 358 B b, - fEE i &
ERIEDNAFFFIFEH FHAARISMNEE K] @ SMN 1 SMN2 ©

SMN1EE R BEERISMNE FE K53 B e B I6E » SMN2 AR FI R BLE IR
D HLSE B YIRERISMNE FVE » T SMN 1A ZIREA KT FySMN2Hy 1065 -

P SMN 1B SMN 2 £E (K 31 B 2 A m AR A - S5 SMN 1 BESMN2 FE (K75
G35 R (deletion) BB (conversion) © #]J95%HISMAREE (R EH— » B
ZAY) ELSMN 1 B[R] A i K B L - R 5% IR Y SMN 1 AL Rl A Y228 (intragenic

mutation) © 58 2ESMN1E R R - RISMN2EE RIE B % S &k E 3 B HY

zc8 wpaeane | 27]
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BRE T o SMAGH =AU AR — s B 4 sMN B RIRY BRI ) - H AT
ErFEED TAEYS - $E R R RETERBERF AT - DI R KRR
wRE - M fEERTE AR o R -

—BEER:

#1Fy1/10,000~1/25,000 » BIAEEREEMZ B HEE T R EGERERIY R HRE
Bl - HUREEEE = E A ARG - —EHE30S2HRE -

TEm MR R » PE 2 R BEPEEHERE (Cystic Fibrosis) AR MRS E
B R -

= BEER

Rt tREEd - bl mR KRR A — Mk RN E
EARGUA G FRRAEMRER « HREETERHRE - W —RE—-hA o
TS 25% R Fy B

Fi A A BRI - FC AR RS AR AR A AR - T BT A

SEETSMN RIS - BITTREERR & AR

M BRRE :
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Spinal Muscular Atrophy (SMA)

5 $oal $=x
Werdning-Hoffmann Intermediate form | Kugelberg-Welander
(RERERYFEERY) (RIREREKIE) (BREEFHRVEREY)
FIRER | (el dktrostiyy | L BRI ST
TN <SRN WRBHETT | - OB AR | - KRB RERR
WPURE ) RN EE | ERA N EE R A8 - EtEiE g
HEFT o REHIAERAE
- VUl ke s B AR | - 2B & EHE - FEIK
Si )T H 2B | DAPS S i FHEATRER A
Wl F RSN | E
7258, « FEBRRIE A

« SRR S
- IR R
+ 75 BH HL T B
« TR S g Rl

« B RS
BRATIRIET

A H A RS T AR
L AYA

- B IE R LI

* T UE B TR B

* WURE IS R Bk
G R RN JEIES
A

+ RILISEAS
BT LIS -
BB
1 T
et s

(CORIIIN I Tl 5
SRR S > 8

BRI I 2
IR LA
AEERNIT AT
H

- B IBIRIEH

FLE ERAMICHE
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= 5
o ;Efﬁﬁ (—)

E—a ETE =l
Werdning-Hoffmann Intermediate form Kugelberg-Welander
(RERERVAEEY) (RIRERRIE) (BRESHHRVAEEY)
Hitk c REBEE/ N2 | - BEAEZEHRE | - DI JRE A
7 PRI 2 e T U HEARZHEE| SfdEET B4
[ £]20~3055% RN HEREE
if
B

1. UL ] B A o P

2. I i LI P 9 S A

3. WPy

4. MR AE « MR E AT R HIE B2 B LA - HEA SR L
WEETE - DAY R RELE2E LR E B -

5. FEREE : RS AV - SR AR ER - DRI KZ
B LH92% o R B E ARG R - TN — R Te i A v iR
B K - DUETT AR R RIRR A -

H A AE2E KA 5 3% |+ 32 ] FEDHPLC(Denaturing high-performance
liquid chromatography)B{MLPA(Multiplex Ligation-dependent Probe Amplification)
M RE R E BB - DURHISMA 1 R SMA KL RIZE B R HEF BT » 1H 45 R H EL R Y

Bhoes o QIMREIR Dl 7 -

ELE WEHAWERE
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Spinal Muscular Atrophy (SMA)

FEtR B E S B R PRI HERS - HRTBAE AT RIS HEACRE »
T RFR R R - DU A T EH R A - AR AR H At R 2
B LB EGR - RS AR KRR T b (AR R R A - DL
50 DR s S0 DR UGS SRAVERAEE - T 2R AN L BB

NBE:

MAER R AR it & B RS R B S B R - REEN - H
RV RSB SRR - HEA RS E LR -

AR BAT AT LURIRT 2 77 26 0 S B 05 15 S A IR Bk A S R A OF 3 -
1 WDV B FEAE - DUS AR BEAY 5 3 AR A A ) T 298 L (5
FERATLATENRIRFI o S AT TR AR O R T ) SR IR A KA T
fE -

HEILSCR Rk O e A R £ - (HHAEI RS BRERRF 2 %Y
i AR A el B By - ARME AT AR A SR 2 M A B fi IR 5 48 Bk
MAERTR LT -
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Menkes Disease

— REE:

HIRA(Copper) A FEH A& AHA € 2 FEE R R A B i SRR X
A BEGRARSIREARE - iR BRI TR E R RIS 2
—HEITIE IR - XA e T HE S2AE i B (Menkes Kinky Hair Syndrome) °

H Al CASHUE JAE 2 R X R B RE EMenkes K 28843 i copper-
trasnporting ATPase (PHY) 3& B R ML I HEE - S EBE R Lh A2 AR AT A
SRETHOIREE » /N T O SR R IR A -

il S TR e BEFX 9 A B8 Rl copper-trasnporting ATPaseffEikE/ Mg ATHEHE 7
VR M ] 7 2 ML+ S L S AE » 53 0 8 L At 7 S S - i o L b
FHYIHHE © 35 LR IR A (Tyrosinase) B B T KBS T3 - Ml
INIEE B R B AL (Lysyl oxidase) BUBIRE Y ~ B EHRBAR -
I R E L B (Ascorbate oxidase) BB RAR ~ Bl AL (Monoamine
oxidase) EUEHEH M ~ HELBEYII AL (Superoxide dismutase) & F I R H HI
B~ DB fbeta—# b (Dopamine beta-hydroxylase) & & Gl /M1l catecholaminel¥2E
% ~ (Peptidyl-glycine alpha-amidating mono-oxygenase)ii LM FE AR 7 5¢ LR R AR

el a2 A LA (Cytochrome ¢ oxidase) B E & T ELRHL K BB AL S -
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Menkes Disease

o BEER:
BISME AR F51/50,000~1/350,000 » HH#T1/3 72 R A HHI SR M EL -

VEBIRR ¢
R X QOB IHER - A2 3B KB RKES - H13AIZRASH
HRZesk - FRIIAZBIEE RSB - it RiAE -

AR AR Ex R A - R P —E A ER Rl - S—RIEHE -
WAEERE - MR HRE - BARRRE—fxtls - AREFERAOEEE
R PEF I Er 8 -

M~ BRARERE :

T2 HR R R N T B T E B RO R o RS AR -

SR GLICH A~ 1 550 i SR B DA 7 1H B B R B 5 T 2 - Bl ~ WLPA
71 BREINEE - BRAEFER  NREE - REAL - BB - B
FERAERNMEEIT R EFRE > R AR RN L B ARRIH
(R B2 R B RERAIVIIE > Fr DACRE T KBRS, -

MR B Al T A B8 2 O AT 1 A~ IR R AR AL ~ B
PRI NI - SREE B PR A IR e - M ES A 1A
WeSs e 2B I o AR ASRERSEBA (U IE R+ (Ll 3t R A BR B2 (ke
Mt Lo - 2K - BHERHE - A St HL Ak -
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Hib S tetma e s i Wi E s g - Bk - MERFRETEA
B E ~ RnE RS - B4 KE R DBRAEAANTER
B -

T Bl

B T ERARIEARSD - S I P A T IR /MR 70mg/dL(fILIE #Serum copper
24 (880~160mg/dL) MG EENEAEE(Serum ceruloplasmin ) /NA20me/dL(B %
{H20~60mg/dL);ER2 iy B 42 -

HoA I A A ] DA BB T ~ L8P IER B (Norepinephrine)iRE T
% » Hydroxyphenylalanine(DOPA)LA jzDihydroxyphenyglycol(DHPG)FLAE FF(FE Ml
gerhs5 5 FERSERER > 1) © 352 HRDopamine beta-hydroxylaseia fHEE R IREARN K
SELE o i A/ B B I Y S - T R e SR ) - BEEEAE BETY
F NP LETIHEEEER 180 - BHRREES -
R

TR AR A SRR I PO St R - IR A IR 5 8 T (copper-
histidine) Wi BB & H —2elf iz - HAETRAERBCCRHREATR IR - HE8UR - 2
{6 F DU i FR 2 52 A 588 (copper histidine) AT BITFS T A R 1
b o FE BB SRR AR e T PO A e 1 2~ 3 2 B T LA B o0 90 o L 75 W A SR
EENSCE dEINE
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Menkes Disease

tRE:

IAETRAE - RS BORKER LS8 EISERATIET - fFCHiiE 1 HER o]
DI ER A R A a (B IE Al DUARE B PRI EEY) - R R A s Bl
e TR RS - B 1Al AP T AEIR - e R E A ISR RS R -
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Amyotrophic Lateral Sclerosis (ALS)

— pEE:
EENASTC R & — T T MBS S - PR 40~-50 8 TEEA - —

s o B AmEED S T B 7 A B R RINE A 23 T8 5% 1 ] B B {8 K

HREGEER - BMERGNRERS  ESETE - haElaHRs

i 0%HIR BIESE R #E M - gt 2RI - B Al ik BB £ 2

JEIA Ry HE A B R R B HERE B % » TESE ST N EE R B AMAZ &

A AR 224

ZBER:
BEREES D NREICENER - #EAN R EREOATEE - EEIB I
4/10,000090RATHKE » HATGEERS0ONLL -

= BRERE:

BUAEFAIEAREERY - TR R AR R HE ST ~ WUAE) fe il - A 557 5
—HRAEAR W e s JUL P R B R - A R A MR < KR IRAER K
Bal o R A
(—) MBARILPA G < SEARE e PR A R R P a2 )] - ARk R 4
AR A T A VPR
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Amyotrophic Lateral Sclerosis (ALS)

) DURE LA kg5 e o ¢ AE VYRR RAF LI o SR S GRS PR
ZYLG o AR R R O

EFEIR E R DGEE S = R L AR A BRI - RILEHN L
BIRRE > EIEAAZ IERR - B8 ABEGERE - AV A B - Sk E
TP > LB mT AR AL @

-

HIRZNIAZRTE - &2 RE B KT =Moo - HRAENAZE
HAIRF » DMESEHERS R IS S AN - e RS R LA ZEE - AR
YR B S B E B S ST 2T [ -

RS

H L RS ZERE R B T BRI ~ BT Bk B = & S R 2K
TR | KR T HEE RS R AR B I S S 2 - TR UL R ~ A i
R ~ MIEFATIRE A - SR B Y)f A R - BN e LR g A
DB - LR R BT RN R R IR AR -
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Charcot-Marie-Tooth Disease (CMT)

— REE:
HET M TS M R 1 ZE4iE (Charcot-Marie-Tooth FGHE 5 FEFECMT) 2 i B 852

RS B R < KRS - RIBOR AR H AT C SR A 30 20 » ARIE SR e IR

BEREAR - 2R BN KD Ty

(—) I BEES R (Demyelinating)-CMT type 1 » CMT type XZCMT type 4 ©

(Z) EhzE7Y(Axonal)-CMT type 2 °

(=) BMErPHE(Dominant-intermediate) © FRCMT type X FyPERHEEINCMTx 1 Ryl

PEEME - CMT1EICMT3 R BR B E) - HAtfg— AU 0 R ZHAL - 7 Ryia i

Tl B R R -

TEHE Y R S A+ S B T A 2 S A AR IS0 i AR U R e 1 3R B -
PR B TS T 2R f2 2 A0 SR 8 il 2 T {56 22 KM+ f s R 1 T e RS T e ok
18 BERNAER I kR REIIRE S 2 EEE - RS - R
RATHEAL » 70 R -

(—) IRREHTE R » BLReSHIN S1 g 28 A oS T R © CMT type LRIAEAY - B

AR RGBT - ReCMT AR Ry RAEEAY -

(Z) BhzeiRAL » RIS AR AR S 28 A R B FT 2
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Charcot Marie Tooth Disease (CMT)

= BRERE:
epcsE e aky - kP A EEEFIEEIIEE - M2 S (high arched foot)
EHRE KB BREERRTE - W 2IREY & 58 ih i Mlat i - BiR
SR WRAL - AR IR IR FRIZhEE - Rom LA HEST - WURE S5 i
Wk EmDAEE B PEEEITERT  REISHEEE R - BET
FRHRER LA ST Bk MO L B 1F - A0S ~ ST~ BERBRSE - FRETT i AE
ARG -

R R HGRARE PRI - PIANBS - BHEEERRE#L > 2%
BT AABEX - HRILAZERE S PR R EERE R - &8 TRk B R B0 T
IKIETED - WHRENERBRP R > — B EaRLE ek - fFEPRIGHRAD
B2 5 R RS o

0

N @ﬁ' .
PHEGEE L - RN Z R REEN - BT EEREN - WIKE
] 1) L8 [ 8 B MR B (EMG/NC Y test) » LT fUBERG A8 B i (Sural

Nerve Biopsy) * HEE 2 E 5 BRI 44T -

M
H AT AEARIG IR T 20 BEREREAR TG - HMERPEENE REEN > PG
FESHE A FORBGTE G IVEN(F - AR RZMWIVILA - e iR nl 2R 8 -
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B EETE MR AEENER - AR BN SRS T DUE B R &
PSS ED - BRR T B R P - Rt R ER T S B TE + 04 o el B B
WA -

B — Y RS G REITER » #l40: Vincristine » Cordarone » Antabuse
Vitamin B6 ~ Taxols® » CMTHYEEMERFRIERE » AITFIRA - MEELBEANET 65513
)
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]4 GM1 | GM2 TBREEHRERREE

GM1/ GM2 Ganagliosidosis

GM1ih M IREA R (GM1 ganagliosidosis )

— mEE:

AR EI T NS (Gangliosides) & f7 R TS A AR b iy — e S EERV BN » IEWTE
UL NS A/ MEFHY B -galactosidaseBE RT3 o AR B -galactosidasefit Z BilE
DHREAR R » BLELGM 1 it AR S S A8 7E A i e st PO AR R > B e A AR R R
JEAR

— o BER:
MEI SR EEMI AR &3, 700G EBEE 15109884 o IEELE
BRI A REE R4 - £ HARRIER LA T 0] 2 iR

= EBEER:
Fo—a o8B E M HATTAHEH S -galactosidase AL HYFERIA7 A 26 3 %
ey B p21. 33 H -

M~ BRAREAR

LT R B R 2 F B (SR IR 2 B SRR R S LR Y
B L BB RS ER L o WSS ATIILES © RTARZE (B0 E - R
(M~ FEEA ~ FHRIEA « AdR » FFIREA - 2RREGE - TR I it

wcs wamwane | 285



=D b
p/t\

G o SN Bl HurleEEREAR DL -

#iﬂiﬁ(—)

S £ A ] DL S R R R

Wi

PERIR TS T TEGRE ~ VU ERE o ¥976 1/2 BB IR by A v] 852 ) g 2 B A Rk
RLAYBEE (cherry red macular spot)

=Ll |EE BsAFE PR AR
B | IBAEEEBNEA | AR RN ES RS SYN
N RAKGE AL ARSI RESE 2 VY s feet g
WA IR EE [kl AR
fEEMINA R AR F IR
T RERER B S TREGE PRAITREE
i W AIRES A ~ U | B ERRIEN—
(WAL S oo g HEEEE
] RE S RS R e i HE 1 Y 2R B
WEEAGERIEE | EHENE £
REAAREREH el N FRE A FF 13 e
MR BRIE BERE » FF
Al WLk T
(dystonia)
w10 A3 B 10BELL T FLCEEFER20
Btk HEEE
ESTAEUNpNER (¥ HEAEE R 405,
fifi 7 Yoy
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GM1 | GM2 BT ERE TR IE

GM1/ GM2 Ganagliosidosis

128

PRIEE MR KB RTINS 28 » SETT B -galactosidaseBE SR TG 173
fr e

REERTRZET AEFT (DRI e i« AEH SR E R e BT e >
LT R K 2B A 24T - ()RR 1 2088 ATHUE /KB IR R R - 15
KRG - SREIEMIEED B -galactosidasefiE 1 » BREUK SR M UM BE R T

PEE -

N BBRERE
H LA AR R SRR RE SRR RGP HA R

GM2iih BN RRE (GM2 ganagliosidosis)
= Hexosaminidase A Deficiency

BERERG R B L B DA B RS ERAE IR B 12 - IEIRERA RBATR ~ UK E
B~ TS A ZE R AL R - (EERUI BRI A G R -

— B

BV EE B Y M BR B B2 RS e R N LB 28 B A A0 S 09 B W i 1
(Hexosaminidase) B RIE M F M B LIEE 2R EE R TIER - BEREED
Hexosaminidase A B¢ A fll B BEZR TG &G HEAI AL -
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EIH TR LR » Tay-Sachs DiseasefiE B #F I Hexosaminidase AMBEZRIG M
Z ° MMiSandoff DiseaseliEf FR# FyHexosaminidase A B BRFHERERITEIEAIERZ -

FERTZETR 2 R X REE & R R » ikl Aoy it - (1) AR Ze8 2 fa
7RI AR ZE BB B - BT KA AR 2 e A - (2171418
BN - TR - KRS B P HE A P Hexosaminidase& 1 -
SR MR e e SR T P E

ZBER:
TER R ARG BERN - BER R4 R 53,600 A F H MR A A
HA A 1] HEFR=RAR1/30 -

= EEER

Fo— MRS 0 - S RHBI AT I — B AER » RAMER] - g
e 2 S SR ML © FIRTEARAERHEX A gene) KTSE 1 55R 4L (18
023-q24MfE k-

M ERRERE :

1. &PEBSR(Acute infantile) » XHE 4 Tay-Sachs disease * [KIJjsFE3 R HHE -
AREEEARRRISEL »

2. WM (Subacute) : BIEEHK @ EEFIFIHEHERINEFTEY -

3. BIE/R AR (Chronic [adult) : WRHIZHR - ERRA) 2IEHE RAR (B EL 25 - i
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GM1 | GM2 BT ERE TR IE

GM1/ GM2 Ganagliosidosis

ARER |- A 28 BLAFEWIEE PRI IR 1K T (progressive dystonia) » B/ MEHIE
b (spinocerebellar degeneration) * JEBfHE TLEI R (motor neuron disease) * 2
1 — Sl AU FE 3t 3 TR G R iR B8 _ B R E (bipolan) 3R - R ERYE
il -

I BEEER

i AT A o TR YR8+ K% B 13 U IR LB RORE TR R IO S
PERDIEHE - EEHG TEE IR B BRI o A E S R e S R iR 59 B 5k
i FACRRAIRE ST » PR AKERHF B 8 B R R B AR R i — B S8 B RR A
A o

Tay-Sachs Disease 8 AZTE3~53 R K Ry lifi &R I EJE » Sandoff Disease L
UHIRARTES R/ » & D FBIGM2iilfE EiE s A R A F & A B T 22 1 5 5%
fids o

Tay-Sachs DiseaselJRF 3Ryt 4 # 3-6 H BIFEJEBI TS » I HBIME MR
ARSI RERR G » BAEHE (seizures) ~ S8R JJ(blindness) Bl 2 i 4 58 2 1647 Ry g
FIBSET » SEHE S AR LRI E « B (seizures) AYPEHIE T &S THUBM YA

benzodiazepines * phenytoins °
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Lesch-Nyhan Syndrome

— REE:
IR R AE B L 3~ 6 ORI » J2 IR R B NG - RS I e I AL A T M B 3R
(Hypoxanthine-guanine phosphoribosyl transferase, HPRT)WYSE R MfRZ s [ 5

PRERINAE - HERESIRN T RIREIE « B BN E SRERIT RIEL -

ZBER:

B /P 5 #71/100,000~1/380,000 ©

= s

Rt R R R R - MR EE R R ARG R R R
MR EERLH B RO R Ol S a R, IR -

ZEEE S AR RIS X R ORIl - A &8N E R
EE ARG ER - AR REER RS - LKA E TR &
S0%MI LGRS LA - MHB0%MI & Rt K+ EAEFMEAIHF Pt
PR RIEIE B AR AEAR © AESPERE AT AT TR Fram 25l Rkl -
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Lesch-Nyhan Syndrome

0 BRAREM :

FEAK FERAIEE
v 8 N BHEE - XBHZERERMP AR T OHHR
(Hyperuricemia) (orange-colored crystal-like)JUIREYIE » MHIRE &

BURTPHIRIEH G AHEREERZEVIKE s hES
BFA MR BB PRI RS AHETR ©

il A8 R AL K e EHEFRERFVGEETREE  ZWEREL
H LRSI ECLH 2 RAIUED - PR IEREQ
40-80) ~ MR (ERE ~ WUATRIIE T « BETERDEE » 755
TE(H B AR AR 1Ay « EAEAY » SERRAVIRED) 5 BB
RIS AT HG AR - A S a5 HEE S R
%

17 % S 3 I JE B E ARV R A RE > BRERNER
W 2 BEEHBITR(F185%) » BENTIHEEEH
DRI B B A7 R i ER R« R SR A o g A PR ek
EEGTR > BENNEEEERENREE - T8
SRS ~ T - MEETR -

it R BT AR L R ~ LA AR AT S

scw wnmemne | 29



i BEEER

HATLCCRAIE R R X A S PR R A B ) R AT Ty © S RERL
AR LRS- B IREA 30408V E M - KZBOL TR IR H YR ATE
I 2 B fif 2 B R A B e B 0
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Stalidosis

— FEE:

VLR SRR 2 AE 2 H AT S AT PG -+ 2 Fe i/ i R RO RE P H r — T R -
A 25 B LA A 2 2 (DA 3 2 B9EE (Mucopolysaccharidoses ) B S # g B R % i
(Sphingolipidoses) = 196 05FIEH] - DB E AR Hurler(B5 % BEE S —AD R ER
L BHBEAR  LEEDR B © HIRTREZEE 5 A9 B B
K o AR 4 R Bk 2 BE (Lipomucopolysaccharidosis) * o B B E B Rl
fiE(Mucolipidoses) 5 —2 » [ S B K0 R 1O 1 I BR B (2 B 2 (O Bk AfE R P
R HEHE R Sialidase (S H§Alpha-N-acetyl neuraminidase) * HFRH HHIWE H L 5%
fiisialyloligosaccharides & SN » I » AHLAE M 24 R Ut IR SRR ZIE -

B R [RT A — TRV M IR SR — ME R SR (Sialidase) YIRS » BEIREIRIR (RIS
SEPH - SR IE P ff 7 ET o R A M YR B S M sialy loligosaccharides » [T ZEATH
WA RGET %2200 - 28R AR B R A & R RHRT » B BRI BRI A
B2 o MR R R E B A A B R B - SRR R BN AR RNEUL » fi7
e titgmEea.1 b o AR ZEBAAIEE SN - BE2004F41E - &
a0 s R R -
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BRER (—-)

— o BAE®R:
ARG S R A Y EE - EASIEER - RN - HER A DK

TR TR RN 1/4,200,000

VEBRR

RigROmEREEE SRR RRRE RSN —RAEBREER R A
o WAt IERZRIEY - il a®n > B —RA0Ee
—HaE 25 %I BER R BLAE R ~ 50%MIBRIZERARE — BRIV R# ~ 25%II BRI

ﬁ o

s BRARIEM

ANFRIREL 73 v/ N R REAE » HERRIRE SRR AE IR RS B A s S - 2%
T RORE AR 3R B » Sl fe] - B AR - B rRERI A 5 - HATaE R %
R 2R SU B o LRI SRR AE Al (8 i A e BELRE IR B B R E 20 Ry Y - 58
—RUBIR R - SEEAL10-30p8 A MR RRE, - A0 IR - WLEERE - gkot -
MR AR BRAL D th e LS BB SRR R S A S 2 - FLAth a8 A A K8 R E HOSE AR
R R MR ELEB) K o MERRRERARZAE SR R BN B o BLER
— R FIR AL TR S H AR DR 2 BHE R R - A - PR
HRGEE OB R B R e R o ARG — B PRAER T SR BRI £
B o MRS SRBRZAES AR O Ry e KA B BRSO AL S KA m] BN A s 2
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MR RRZE

B BB IR BRG K B A SR /K A SR R R SR A T - B SLAY
AE A1 RAER ELE o

R ¥
BEE2E ) i be m] 68 A AR PR R B R R AL - ER

IR B2 1 1 7] Fr 55 2 O e BRI (P e B B s M il - A Rk Z » BT TERR
ol EERTRZE R O RS A /K I S R I A e R B =R T 1

50 1B A A A I SR R 2 B R A T T R R B LB YR DL - B R
SRR B BEE - HEA R E - SAVE ST A RN - MEReRTimRE « BhEs
HoHEEEAR  EEHEIBEHREM o HEPEREE SRR ZE— A g
ABLERB - AL A AIHERGE s i B A B 25 -

AH A SRR BR ~ B WEAH AR ~ MR B R - B ICAHNR ~ FFANE - REARAR
AERERTRE ~ AASYT P PR ~ WL e A T BRI AR 6 P PR » AR T BB T ]
REEAFHHE N2 -

TR Y
A R TR 0 AR DR R B EE AR AR I Ry - - WLFHAE 2 SEYa R K

RIK AR - 289 HFijLAValproate » Piracetam * Clonazepam £y ° 38 )55 25 Hil g
TR AR AERHRERIRE -

Sialidosis
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(—) B RORARY) + @ A AR S - (5 R SR R KU A2
FATERES -

() BMCRRA) « HAE RIS SiAE 2 P It -

(Z) BRCBHA) @ R0 B puatt - HIEREREDEEEFEES0
5% o

ELE WEHAWERE



]7 FREBEENHEASHETE

Congenital Insensitivity to Pain with Anhidrosis (CIPA)

— mES:

SUAE Ry — T I RS AN R B ) A M A 22 R A 2 A
ST BRI B R B R S

Bom AR (NTRK 1gene) DAL A H 1 3R R 188 1921-q229 i B + NTRK1
gene HNMIERKFINE - B— @G AV BRI B R % 1 % 88 (tyrosinekinase
receptor) * #ERFIHETT H ARA R BAE RS I G IRk B2 b RS T B A8 R RS TT RO A 77 = B
NTRK 1K ZEBHF » Gl i mas i is 4 R 7 LB Il R i ThRe {5
SRR E I A REH] -

o BEER:

HHiEBCH 35 wwm S @ » fife H ARG @E ‘3000 EREE - Bk
BEAE W 5 88 25 A 5] Y B SR 7L € Shatzky S8 R 200 0 RIS LR BT 5258
Bl o BSE AR HR B 02 B HAR R AR o B = BRI - 0%y 5 Bl
NTRK 1 genelJERFEER -

= BER
RfeR R EE  ARRW —ERBHRER - (HR A RIER T R
WG o BEAS AR R W 22 R (R AR S 15 2 — (e B KD A

EtE KYABERE | 297



G REEREHIRINE - QR AR R LRI BR Ry 25% - H Al
AN EE KR BN TRK 1 gene i ELAE SR 1R R RE (1921-q22) 093] -

il

M BAREMR :

BB R AR B B S 2 BT R YA R I8 % AR R R R B - B
BETAE « ABGEE - RRRE - FE - BRIk S R G R SR SHER - &
B~ IR FERORER - B UHEERIA RS, - BT SRR BHER
(osteomyelitis) BB » B E & EL BT E RIS (amputation) Y I BE  H—
LEAGHERERNEEEEL -

BHFMEIRTH IR R Ry 4 S 1 By F M =t o PR
PUR B MR R BV (hy perthermia) » JUH 284 AL B S B N E 2 5 |- -

TR Z RS RS (Dorsal root ganglia) AYBRIBFTIER » MTE 2K Ry
FH A RS AT PRI S IR GT RO R K 17 2 EL IR I it

128

HATEISNCA 7 58 B H LR AR K22 A A T3 » B 0 8 % i R
HHHNTRK 1gene FERIZERIYEY - BETHBES0HZREREAE ~ 5 i
Hiifg LB IR B R E -

7'\*“%:

FERR AR S B R T B AR - TR G R A 4
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Congenital Insensitivity to Pain with Anhidrosis (CIPA)

(mouthguard) PR T HH - RFR& 1125 [ E [ _ESANTRIERCE: - n] DURE B REY A i B

WOHLRE TR 5 B2 7o MR 2 DL BCE R R C i M R R - (EIR 265

HOWR B e B A — 2e 3 E Y RE 128 A 5 A B 1A » P DU R E

el — 255 [RE AR D HRE LI 252K BE A » LR R At SR P DR R Sk B e 1 45
Bl fg Bl e NH B A R 3R AR -

2HEN

* OMIM: http:

* 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 J, 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

— REE:

N AL RIS R AR IR+ AL R X (optic chiasm)iZ % » BRffEH
=M= (3rd ventricle) s BRI/ - (HAIRAGHE EEATIRE - Pl Ay
TERER I BIIE T E R FFARRE ~ B LAY ~ PERRSE /IR AT RE - DA
fEEE - B O B SR R B o FIRFEA R WAL - R EREREEEE
B+ DU R AR E A 2 BB AR G -

182 [ R #R AT RE & BT i e A9 D RE 28 A R fee - (0 ds « BRI ~ gL ~ F
fir > MG~ BEAH - MANER - MEENEICRES - M5B R %4 H
IR R AL BN H2 B8 IR 3119 B (craniopharyngiomas) °

JEAE N AR IR P U AZ AT SMATRS % B B B RE AT B P - (R TR
UrReRERES - A SRR KT LAYRTE ; D 5 - EURAE B F(Prader-Willi
Syndrome; R/ NFEELFIE) Ryl » HHFA BOIE BB ALY Tt o2 558 (hypothalamic
paraventricular nucleus)HffEEE SRfIFETC(oxytocin neurones) BFEHIPR—MA 5 1M
LS TEAGE Ry BB R A B+ P DAL — TS Te ARG - A 5 S BUR S B R R
VAR 2 BRI -
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iR B T &E = 8 1iE 1% B¥

Hypothalamic Dysfunction Syndrome

D\I\&

« B8 :
B E 520 IKEE AR R R BORIAIE - BF W R
o N B E A DU E Rk b S BRI A - R A B -
(—) BEE

AR I e B R R A
(D) BRRERT

AR A - FOIRIRSE ~ LR TR ~ MEMESR - IR RAERM
REMASNEIE - SO T 2RI R IR R B « SRR S - &
NARAEAN FIRIRF TR T A - DU T SRR iy S BB I 1 -

i RE R B TR R - TR R A (visual field exam) » DU T fi#
BT STRRIERRERE -

= BRRRHE

R K YA+ R Al B AR SR HREAR » H— 2R3 - T L ThRERE e
HESHRMROREAN E - HRAEERE - rJRRLERERET LNHEE
o AR - WIE - RN EE A R -

4 Ry R P - AURTRE B BRI ~ WJERR SRR o Bhdh o B thaTRE
RIE A B B LN RS Y SR R B IR e e S il -

scs wnmemne | 30
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ERER (-)

M
TE 4 7 AR R A AN [T 5 5 545 o N 6 7 Lt 28 52 P B T 48
AR FEA AR R -

i-RE:

WUR R E » %80l b R R AT RERS 2 AN SR AT TRIR 5 A1 A e
SRR HEFTS [REAY Tl FrohRERERE - 3 W fEERHE R B IR B RE U -

N O RE R R BN R GRR 7 B EE A R IR AT
DASED I Sk e 5 DL S P8 - BRI R A - ERiae R B A AR RR - 2K
BB ENARIIA L K S e telg i e g 5 RMEERIH e BUAE B 1
B EARRERALRET LOME  HEESERK R - HiERE
BT T R SRR FIR T Bol E i EE s DU R AT -

FLE ERAWITRE



]9 Miller-DiekerJfE fi& ¥

Miller-Dieker Syndrome

— pEE:

Miller-Dieker Syndromes;e —fEMHE B A 2 BEBEMR - FE R 1THRLE
B R NP B RS TR FEERRAT R 11.7/1,000,000 © BRI 32 BE IR by S AU
SERSIETY o RN PERE R RV S R - HIES BB A2 SRR HER » FEEK
L AT ETT AR RE A AR AR R S R -

= BRRE:
R RER KRS - IREP U T E AR T ER SRS - Kt E %
TEIRA
L. AR : ISR E AR - R kRS T A - REABAZeMH A
ATHEARSERRAAEAR - B R UM R £ -
2. B /N R WORERE IR ~ SN TR TR ELAEGRL - ) -
3. B RALE - HAER
4. MRS+ FAI - LR E R
5. B+ B WIRA -
6. LI« R A RFE WA TE-
7. WP = FENARIE - Bcka ERNARREEAS MRS - Hitnlge

v IREEE - EEOAIRME N B -

S8 KEABERE | 303
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B U S B TR Y -

8. DI : =& ICIUTESE(Tetralogy of Fallot) » [y2 HFGELE

9. ERFH : MEMNERERDREE - 55 AR TER - BREEEET
{FRAAE3-6f FIRSEE » MEEESE T A g TE -

10. SRETEA WA - SRR EANLE - ARER -

11, HAER ¢ BESE - BIRE AN R - /NI -

=2
— o

BEFE SR 1 G AR IR AT DU o I 2 ISR B G - 53 4h » BB g #E(CcT)
PUR g & 2 MRS B2 B I B A 20 FER A o a2 R i &
I 7 HEAT 1 (Fluorescent in Situ Hybridization, EFEFISH) P 2K E I HE & 56 1 7RG

e BB B RITETHRRR I e R I -

M5
DUEMRIERE Ry LB 2 B R E AR -

(=) FERGPER ¢ BB DU B S B IR » (85 R e 1 28 R ol A [ A
TR - RE MR A B 2L - WEd & B RN R B AT VG K
B 2 BB © BROEFIZEVIIGREL - ATF2K - AR R R PR Y 5
— o AERREK R TSR RE FH QR R D A 3 B % 22 U R AR R D)~ RE DA
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Miller-Dieker fE & 8
Miller-Dieker Syndrome

i R B AN - SR A B RG IR Y B B SR B
KBRS - DUEE fol & R ERRETE -

D) mElEc BEAL SRR NERFAE - R R ERRIRTS AR A

PR 2 - (RIS B WA I3 - A — B TS IR > ATReglandk
Bethanecol 3 « S ITRYJEEAVERI A& B HEAREMIIA E - KRWAR
AR AN R B AN o O R SR R E A AR AL - R A IR AR TR
AR - M EARRE RN RS R RGEE - WREHII LT - BF
ZEBERIARERGYE - HEAEEREE T DI S ENER
A -

BLE KETRERE | 305
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Neuronal Ceroid Lipofuscinosis (NCLs)

— EEE:

U 2 — R B GRAL E R BTSN R R - R R MR L
BUEEYRIRE EAYEALR L R HE T - SRR RArE A E P TR B
e I R Er 2 AN (R AY B i R e T B AN RO R SR B

LA ) e B RS A R — R R R YE - T RelE 32 (lipopigment)
HHHRER » BREFE(ipopigment) 2 HBE NGB B AL » TR 1 52 I OB
PSR MBS BBk - Pk TIREH ) o IR RIS » IR
WG~ K2~ WL RCR 2 RIRERSAT R - ELELYrE D0t i 5 i 2 B R
FRAITEAR 5 H 2 (half-moons) ~ Hi#REY (curvilinear bodies) + 426l i BiFRHUIY
(fingerprints) * B&Hl A& 5 B8 K v ha ke HAODIIRY)E 21T ILAERI 2 B -

b7 ) 55 i i R 2 TR e 75 R SR T ASE T )7 7 CF R o A g 2 B A2 AR S
o AR~ RS RR A - HEIENBOUR R RS AR -

—BER:
FIB1/25,00009 851738 » 5 E B S 3 A4 SRR FAHIR] » 72 2B A B e
Fy%£0.1/100,000~7/100,000
NMEHENE - FPNRAUBEEEFHG2H  RAEXE
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Neuronal Ceroid Lipofuscinosis (NCLs)

1/20,000 « HEAIWr B A B A B AR B L ET AR PR R

0.36/100,000~0.46/100,000 °
ENEEUEENZERTEARABRREAARRANLE  kERREAERE N4

FrAE SR R 87/100,000 5 PEEEAR 7R H AR 74 S # Fe#£0.71/100,000

= EERR:

R Rl R ORI R - ACRERE T WA I —#RBE A - A5
TR - B A 2sw R aEEILE - AR BEEER - QA Rl
Bt EE R R n R

ERF B LERUE E=)=E
PPT1 1p32 Palmtioyl-protein thioesterase 1
TPP1 11pl5.5 Tripeptidyl-peptidase I
CLN3 16pl2.1 CLN3 protein (battenin)
Unknown Unknown Unknown
CLN5 13g21.1-g32 Ceroid-lipfuscinosis neuronal protein 5
CLNG6 15q21-23 Ceroid-lipfuscinosis neuronal protein 6
CLN8 8pter-p22 CLN8 protein

M BRRERE :
A H R B R RGRL - FRANELED) IhRERFHCRE - HEAH  AEHE

scs wnmemne | 307



BRER (—-)

BT - BETEIRED - M - A RSB LAVRRESI S - A LBLIE T ALY
W R 0 Bl SR R 52 SR A AR

BRI BRONCLM AR R IE R HI1E 2R AT & H B M R A il £ 38 K B
i B e U DR B - eI R~ 1 1k - B SAMHIAN(LINCL)
REIIEIE -4 84 - B ARSI - R RRERNR{H
o REIERFEAERSL - SEREERIC R - BT LIRSS M BAE4-65% - AL
HOeEERERIE AR - LRI Re-305% - RABLBENRAED - 2

LA A J e A BRSO P 38 R ] B IR 1 R AR RF 2 I A 202

, 9w | TRBE EAT
= *; 1) s
ERpREEY x| Z@ s FRIFFEAR
BWEIRI(INCL) So% T FRHBIETREBUL -
(Santavuori-Haltia) TR T R
1B PERSERR o BR8]
50% PPT1 | 3-38%% TETHREWL - i
5 RS T B R o
HH HRY (cLINCL) - - FRHBNEDIRERUE -
BEP | (Classic) TR SEA i -
(LINCL) o | O | e B EIEIRE -
PPT1 T o - i -
FRABIETIRERUE -
12% other

WAL T - A -
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it 45 JT U AR BE 1B B G AR E

Neuronal Ceroid Lipofuscinosis (NCLs)

BiE | M £
=t 1) 3
BRPREEY x| 2R e RIRER
B Z5 Hi oow | cns | a7 PRI ETRERAE -
BEWPRY | (fLINCL) ek i -
(LINCL) | s s s B FRE(E -
o HBHRMA | 8-15% | cLN6 | 18fAH-8HE | HiE L - EEE o
(VLINCL)
+H H R EHEDRENUE - 5 58
(LLINCL) ? CLN8 | 3~7.5% A -
EHHEMONCL) 21% PPT1 FRAEEThRERUE -
(Batten Dsease) 0 cNz | 4108 BUREEK - HRE —
BE -
72% | CLN3
AT (NE) Lo0% FRANTIREWL - e
(Northern Epilepsy) CLN8 | 5~10j% B 2 (F B e
ERE -
Jk ARI(ANCL) - Type A ZHI/EITEL]
(Kuf's Dsease) REVRRAEG » JAF -
CLN3 | 15-505% e b
CiNd Type B : fTR#EH
FRAHBNETHRERUE
8

BHEUIERE - FIRNBRIEINEE 2B > T UEE &t 2R
BHESHD - (B FF 2 HABAYARBHRE A B AN R ATRER o DRI ARS8 il g LA

zce woaeane | 309



BRER (—-)

F R B Al e M 21 T RE 2 ML e R B IR DA RS RE A T S S R B i

RHBEHD - DUBEEIT AR bR Ay - A0

(—) IRER B A ¢ ERF % BRI DU B — R AR L2 E - T
Fydolichol °

() SR sl Iy« U0 IR R - RenllE B Y Fr e i e
] DB R B SR R G R LA R IR B

(Z) IR 8 EEEG * AISE R IRIR - B8 AT DADCE RSB e 3 L S R A
AEHRESE -

(1Y) R A : ReRRVIRBHRE - o DUR AN R SR -

() MEEPRR A EUASRE DL - BEREE PR IR fl (Brain CT)BGE ISR HURZIEEIRIR
#(MRI) °

(N) ERTE MR ¢ SRR BRI Z Rl AT DU (IR St TR R e o
HTBLERBE AL RI(CLN gene)fy 7T L Ag ] -

N BE
FERLAE o % T A WAL S A IRE AR B 2 - FE WA R BE A R TR

FURRTHYZEY) - SREEHIRT 28 Ra R B AR © ELRETEBIRAVERG R 4 -

ERERAHEREUTNEY - A SRS m e i R w8 - IR

BAE - H PRI A RAR & A DB BOR R -
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Wolfram Syndrome

— FEE:

B — 2 AR R R B GRAL M B - BRR b A RE L R PR
SiE > BEERIE © TS © P& (diabetes insipidus, diabetes mellitus, optic nerve
atrophy and deafness * DIDMOAD) ° [ i th & RS R AR ~ IRRIELL
KA IB A B2 BB B B N ERE G 1T R BRSO R - e
25 %5 H AT o SR L/ ISt e

— o BAER:
RIK LR REBIEFGEE N HA R G  WEBEEMHENEE - H1938%4
B4 EAEEIT0E DL R B s B R

= T1EE

Bl CA AR o BL AR AR (e A7 B Fodp16. 1IN Wolframin (WFS1)AE[RIZE
BHRN - ARSI B R R 4022-0 240 R EH TR -

R R g — SRR A BOR A - 2 SRR R B AT S B
ERIEDBIEE S LR OIS - (HERRE EDNASE -

S8 KEABERE | 311



BRER (—-)

- BRARRE

FEPRIR 2 B e B S B R R B (FE 3-8 BRI HIBR) - (IR B o0 A HE R Bl g 52 1
IRRIEER A -

2RI RS R B R FEHREREE B (nystagmus) ~ L BEERR (mental retard-
ation) ~ il (seizures) » FEMEREEE KB - WAREE 1T RyBRiG I R H IIRE -

ERARREEE BHER
0~95%
IR 100%
EGESES i 100%
10~195%

R ~70%
NTSIEE Y ~66%
BHEOMENEE {EHA50%
Tape ~66%

it it 2055k
RS SRR AR

Pt 5 e N
I ARiNERT EIA50%
LR KA 10%
AL RIEAER ~25%
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WolframiE & 2§

Wolfram Syndrome

R §4\

B A AR Y L PR L R i S R A i TR RS R R - TR Ry
Wolfram Syndrome (DIDMOAD) » {EEZHHY B » HHMBUE A FHIE RE R
HrTREE R I A A ARERY » BER S St G M EHBIR R 3 -

Medlej% A B 2004 FH R — S iaH - EREHMEG KB R 1716
FREFHI3 LA R+ IELAE 8 H¥ 22 B A% e oy 8 B o B 8 A 8 =R 11 M i i A
ZiE o ERE T HEIE 87w EZE A &M K FHE (Central diabetes insipidus) »
2R P B LA 6.4. 5 %M ZEHE TS Al 4 e 52 RS i RS 14 BER= (sensorineural

deafness) G TE °

A

HERERAIEIR AR - AR AT RERIRR TR AR BER - H ATk b AR
(A S el A — R R - BE G S S RAER R - E e
f& B A A & BHE SR R IR SE TR

B LA ETT PR M IR R AE R - RS B EE TR AL DU R AR
A o WVEIRFBE DI IR HT A RIAPBROE R A - BEBEERER | » G HI2 A
U BT 15 (apnea) ©

i A TR B2 M IRGE - S St & R - SRR L By
B8 - HEBRENTEREGTR  EHERS LEERERERESE - D

o8 woaeane | 313



BRABWEEEERE - PIRHRLERREN - REVSRESENME
EEREERHE R ICERGE L EE -

BHEN

* Diabetes mellitus and optic atrophy: a study of Wolfram syndrome in the

Lebanese population. Medlej R, Wasson J, Baz P, Azar S, Salti I, Loiselet J,

Permutt A, Halaby G. J Clin Endocrinol Metab. 2004 Apr;89(4):1656-61.

314 | StE KBABERE



‘ 29 BEMESKTEE RS

Hereditary Spastic Paraplegia

— FEE:
PR T P B i (Hereditary Spastic Paraplegi ; HSP) X Al R %K ff&
PRSP NP S filB(Familial Spastic Paraplegias)B(Strumpell-LorrainfiE{BHF - It
PR AR B — P - T — R RIS RS B SR AL T ZE A W 5 T - S U A I
R« BowHY LR R B BB (Corticospinal tract)BRAL + BEEBNMHE L % £ K
& R e EREE B SR K AIREAR - B B E — B R BoR B H AT M AR e &
Y i R ER A FAE

ZBER:
EEHEE AR EEAHSPEITRAE ALRY1.27/100,000 © Mk

I ATt E AU RS TR A -

= EEEd:

WREREE A - MO - SR ORI E A X T
P =

FERRIR B0k © B (uncomplicated ;& nonsyndromic) ~ #EFERY
(complicatedBi/&syndromic) DU DUEBE AR RE I - ik 2 ki eis -
BEAIA BB BURHTERIRIVE -

sow womemne | 375
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W EoR RO LA BREEG R - FrLIEEELL "spastic gait’

(SPO B 1~20 3K HFERER -

M BARRE :

Hereditary Spastic Paraplegia(HSP )iz DAANAIAN S Hh 2 i ety T IR e g B 5
FoRr A — TS - AR IR G FRIRAE N - T H g
LM RIS T S -
2. RINLAIR K T s B e ) -
3T BRI 5 DURABIM & A A R 5 BRI i3S 5 DL ERyHSP

TR Ry T HLAIRY ) BUE THIRRRY ) HSP

1M R BLRIRE IR BE ATE AR R B A H AL S 38 - Bl - &
B KA R M (amyotrophy) ~ SERE MR TQRRL ~ @MU » 1
T B ECA e (ATRE R IR » (R ABRAE R T ARy ) HSP

yuj

A 2

HLIHSPRYRZ B & B L AE & R G A A B2 v S A IR ) R T )L
(iliopsoas = musculus iliopsoas) * R AL (hamstring) K €& (YR IHi(tibialis anterior)
Fl Az 2 B PR D 2 T AOEAR 5 T FRER St 8 S SR AR LAY B e B E S
PEREE B 1 SO R SRS IR B - DU R AR R 5 -

ISR B BERIMRUE H 2 IEH 1 « KM HSP R E 2 DR 5 {2 B
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BEEMEEMETEIME

Hereditary Spastic Paraplegia

HARHY » R E R - LR E  WRERNEEREE AR
Bl12AE » B L AERILIE (adrenomyeloneuropathy) FIHMAI IS HEE B R
(leukodystrophies) » DAN B % B A [ FERI L EL 55 25 (dopa-responsive dystonia) °

HRZE#M 0 TEERBERE TE | PLPIAER (8

X-linked complicated HSP/

SPG2H ) » LICAMA[K ~ SPG3AKI[K] ~ SPGAKE[A] » NIPA1FEE[K] ~ SPGTHEIA] »
HSPD1%ER] » DA SPG20KEKIEE - 18 SR K fE D HT1E B bR RIS I B B == rhh,

ol -

8 A = B S MR

FEREEZETR T E S E Ry PLP 1 AR
BRI E » 2B R SPCT R R Z8 M H SPG 7 3
B Ry L1 CAMEL[RIZE 81 PEBE R SPG L EE H B RINK IRIL A -

AREE - RAEVEED D TEERBAHE -

(K| Ze 00 FEREH SPGotE [

MREWE » LIk

fr3EE] - — 2 [K]spastin

HHBEIVHSP » 401 1 SPG3A » NIPATEESPG20F AN » HR R BN
AEMERZEH S I E A TR -

E— > WO REIE BRI TSP Z 5 N 5 b 5

Locus Name Locus Test Availability
ERUER ZeiEtusE 1EEERY Rl 1T
SPG9 10g23.3-q24.1 Research only
SPG17 11q12-ql4 E LRI 2%
SAX1 12p13
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X RUR ORI BIRENHSP 258 N bR

Locus/Disease Name mLOCL:: Gene Product Test Availability
ERUEERER | o | BEE | EEE | mET
SPGT 16q24.3 SPGT Paraplegin Clinical
AR 2%
SPG14 3q27-q28 Unknown Research only
Bt 2%
SPG15 14922-q24
Troyer syndrome 13q12.3 SPG20 Spartin Clinical
AR 2%
ARSACS 13q12 SACS Sacsin Clinical
AR 2%
SPG21 15q21-q22 SPG21 Maspardin Research only
Bt 2%E
= XY iR Bk BRE R HSP 2 JE M Bl ks B
Locus/Disease Name mLOCl:: Gene Product Test Availability
ERUEERER | e | BEE | EEEM | s
SPG Xq28 L1CAM Neural cell Clinical
adhesion AR IR 2
molecule L1
SPG2 Xq22 PLP1 Myelin Clinical
proteolipid | RS %
protein
SPG16 Xqll.2-g23

FLE ERAWITRE
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BEEMEEMETEIME

Hereditary Spastic Paraplegia

KN ~ BRI RR HS P Z 5% IR 5 e e

Locus/
Relative Disease Locus Test
Frequency Name fade | Gene Product Availability
XKBEER=
. - " H[X EHA .
wEvEE | EEeE | g | 200 | BEEY | eemmm
E3rEA ]
9% SPG3A 14q11-g21 | SPG3A Atlastin Clinical
AR IR 2%
45% SPG4 2p22-p21 SPG4 Myelin Clinical
Spastin AR 2 E
Unknown SPG6 15q11.1 NIPA1 Non- Clinical
imprinted AR IR 2%
Prader-Willi/
Angelman
syndrome 1
SPG8 8q23-q24 Unknown Research Only
2%
SPG10 12q13 KIF5A | Neuronal
kinesin
heavy chain
SPG12 19q13 Unknown
SPG13 2q33.1 HSPD1 | 60kDa Clinical
heat shock R R R %
protein
SPG19 9933-q34 Unknown Research Only
{EEI e 2%
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Eh - R OREIER TSP 258N bR

Flj:c:ztei::y Locus/Disease Name Locus Test Availability
AR ERUEZFREE | RERLUE BESRY AT T
50% SPGBA 8pl2-q13 Research only
SPGI11 15q13-q15 {EHLIFTR S
SPG24 13q14
NBE:

HH HBTCRIATHSPAZ A R 7 2802 R & v U SR IE R  4E) - — Lk
R LR YEAE X - HRNER I ARG R A E BN - MIREIAR B i BT
FE AR EL A AR < WA RIS RAYEEY) » 4T ¢ benzodiazepines,
baclofen, tizanidinelA Jzdantrolene W #{ G #fE il © Intrathecal baclofenfd IRftH & {3 A
FERBENFERE b o TS Botox ¥ # AR I 4 -
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23 Joubert RERE (REMNEEBEEARR)

Joubert Syndrome

— REE:

19694 Marie Joubert B[R BLHEIR A R R AL - FBL 408 SR H A% + HIBIAR
PSSR « AR A - IREREEHE - BRER PORE KT IO %
SUEE oA/ ISR 1 BRIE B/ NS BB (Cerebellar Vermis)BhZ SR SE BEHL AL, -
Joubert FGHE ¥ S FI 7 FyJoubert-Bolthauser FAE IR RF °

HI /NS R B B A 2Bk DIBUE B B E ROTE B - R 30 - RIS
BREEAR - HEEEE L E A BRE RSP - HAUERERE - IR
B BB ~ AL - TARURIE NSRRI -

T BEHE=R:
LB EEE#F51/100,000 - 2 HETE # BN EZBEEE2004] -
fEsE RN B tbE e 1 1

= BEER

ILIE Ry B R B - BIRE RS {5 — R fE R KA R e
» HEF— i/ NEA DRI 25 %I BERFE -

HATE R E R A E R ot R ti#8(9934.3 5 JBTS1) » 1R ME

(11pl2-ql13.3; JBTS2) K69 4Lt (6q23 5 JBTS3) » EHIAHI1 » NPHP1 %

T2
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CEP29ELKI U i E Bt R H Bl -

-

BRARRE
KA BB SN E 8 - B RS - SEE R (LA

AE) ~ AREEIPIRAURE ~ ARSI S IE ~ SR IHRES R BEGEB AR T
5 o HEAEINAN © ZIR(EE) ~ BREGEER  HUHECHRIER ~ R ~ S RO
15 PR -

B RRHIREMIN T

o MRS « HRERERER - AR oL I 5 5 A Rt s i 5

o WEAIG SR TURIERIAIZR L -

« THIR : ZoRGEDIE -

« MUA = DIARTIAE - BHEERRY -

« HbERH : o HEEE - EEPESEEE LRI -

- BibR - B -

C ERAIERE - BENITR  FEE > BRI R EE R - AT %

BESGSFER 002 ER  EAMNMETERLEN - B HHE AT AL
.

o R 950~75% 0 & A B TR R R RS o SRS R AR A

322 |

GRUES LR

FLE ERAWITRE



Joubert RERE (REM/NEBBEETAZ)

Joubert Syndrome

« BIRE ¢ R BE G A E P A RERERE S SR e - (E00E D BUEH I

fE ~ BEEIRZPE -
A28

» IR 2 MRD A B MSH AR BH #¥(midline of the cerebellum) 58 %
TR 38 ISR B & AN F B (molar tooth sign) e

« FE B SR R A SR BN ) R B R RE (18ME A KT RE St i - {HE4
B BE ) BER -

» AEERA IO B HREREE T -

- FERTRRET « AR AIRMEZ208 % - 08 F AT S A R I AR R &
THE -

=t

~

v
wre
ay
-
«

FIRT 2 SRAEAN R o 228 S IRF NP8 6 3 A AN LN OR, By DA R
URAIRRE » RTERIVIEAE S » BREETRIR © FE S IR SR S SR ER -

i
¥

\

HER

* Familial agenesis of the cerebellar vermis. A syndrome of episodic

hyperpnea, abnormal eye movements, ataxia, and retardation. Joubert M,

Eisenring JJ, Robb JP, Andermann F. Neurology. 1969 Sep;19(9):813-25. No

abstract available.
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Kennedy Disease

— pEE:

JB AT RRAL MBS (neurodegenerative disease) * MLIE KSR 30-4055% 1 J&
wigHEZ Y - FEEEGHRNEEE - FMANEAEREEE - BEAEERE
s AL ERR T REEA - ARG RN - RV R -

HRREENREREENE » RAEHS AREFERNE  KEh—HET
& B TR ARlE) » BREEAENER > HEEEAEBEE S/
Rl s BGRELEASENAE - BT HESELMED > JLEEANER L

b o SSRGS RV AT » R AR R A -
T BER:

#11/40,000 » BAEBRBERHI 15598 (B 158 BHEH) -

= EERX:

RXBOpe R EE - MEBSE AR SRR R R e L - TR
THEER IR LA HWEOR OIS ARIEAS RIREE - L85 S LLAEW
Rk xRt e RN AR AE —l > 4 &3 - Al goR H—Ra BRI R - [
RAEIRRE - AWHIRBEF LT Fs0%i B e REE R -
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H & e

Kennedy Disease

A0 B & R IKE o A BRI — PRBr b A R AN B AR AR - SR
HRERN TG AL RS RARE -

Mo~ B

(—) EZEK

« WUREB) (muscle fasiculations) : JAERHLAIEEEEENN B LA R B F 1k

Wkl » PSR R T BRI » (RN A A B TR - #990% 8%

« JEERHE S (facial weakness) © #I75%HEF

* FEFEMIAER (bulbar symptoms) : KJ75%EFH °

o MEYIRER R (sexual dysfunction) @ FJ75%ERF

o B ERTE (gynecomastia) : £]50% . o

(Z) ThiCE EER

WA T iR BERH 1A » 5 U - LA R RO R B ] RER IR

1o H A T AT LA ORI S R o ISl AL 20 B LR ) - DA
T~ T e T B L R D - SRR IR A5 0B /E G » B ARG ~ W R B
HI B ZEBENL PSS E D0 » L I B A R R I R AR S RS B AR A 0 )
& EBHME RO AN i 2 2 AR B RSB —

)

HB FAE AT bR 1 R B MR IR SR B S i 540 - Rl 0 14
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VIR + B T A0 £ KR M B R 2 28 A5 (Kl (Androgen Receptor ;
AR) » BEEERIAT A XSO RE ERIXql1-q1 20 8 » fFREMARKERE 1EINET L
(exon DG MBI EERICACEKHEEFY » EEIVEHEHEGAR40DLE » IEH AR
CAGEEBH A/ 36 -

s

k-
H RS SERE T ETIEE R IR ERE M - FEAHEEE AN

EapiilEE gy -

~
-
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3-Hydroxy-3-methyl-glutaric Acidemia 61-63

A
Adrenoleukodystrophy (ALD) 118-120
Agenesis of Corpus Callosum 244-245
Alsrtom Syndrome 193-197
Amyotrophic Lateral Sclerosis (ALS) 280-281
Andersen Syndrome 207-212
Argininosuccinic Aciduria 86-88
Aromatic L-amino Acid Decarboxylase Deficiency (AADC) 236-239
Autosomal Dominant Polycystic Kidney Disease (ADPKD) 229-231
B
Bartter Syndrome 232-234
C
Carbohydrate Deficiency Glycoprotein (CDG) Type I Syndrome 166-171
Cerebrotendinous Xanthomatosis (CTX) 183-187
Charcot-Marie-Tooth Disease (CMT) 282-284
Citrullinemia 72-76
Congenital Generalized Lipodystrophy 172-174
Congenital Insensitivity to Pain with Anhidrosis(CIPA) 297-299
Congenital Interstitial Cell of Cajal Hyperplasia with Neuronal Intestinal

Dysplasia 214-217
Cystic Fibrosis (CF) 200-203
Cystinosis 27-31
F
Fabry Disease 107-109
Familial Hypokalemia Periodic Paralysis 226-228
Fucosidosis 128-129
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G

Galactosemia

Gaucher Disease

Glutaric Aciduria Type 1
Glycogen Storage Disease
GM1/GM?2 Gangliosidosis

H

Hereditary Fructose Intolerance
Hereditary Spastic Paraplegia
Hereditary Tyrosinemia
Histidinemia

Holt-Oram Syndrome
Homocystinuria

Huntington Disease

Hyperlysinemia

Hypermethioninemia(Methionine Adenosyltransferase Deficiency; MET)

Hyperprolinemia

Hypothalamic Dysfunction Syndrome

I

Idiopathic Infantile Arterial Calcification (IIAC)

Isovaleric Acidemia (IVA)

J

Joubert Syndrome

K

Kennedy Disease

158-161
103-106
55-60
90-96
285-289

125-127
315-320
11-15
41-43
204-206
7-10
250-253
38-40
16-18
68-70
300-302

198-199
48-50

321-323

324-326
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L
Lesch-Nyhan Syndrome

Lowe Syndrome

M

Maple Syrup Urine Disease
Medium-chain acyl-CoA Dehydrogenase (MCAD)
Menkes Disease

Metachromatic Leukodystrophy (MLD)
Methylmalonic Acidemia (MMA)
Miller-Dieker Syndrome
Mitochondrial Disorder

Moya Moya Disease

Mucolipidosis

Mucopolysaccharidoses (MPS)
Multiple Carboxylase Deficiency
Multiple Sclerosis (MS)

N

Neuronal Ceroid Lipofuscinosis (NCLs)
Niemann-Pick Disease

Nitroacetylglutamate Synthetase (NAGS) Deficiency
Nonketotic Hyperglycinemia

Q)
Omithine Transcarbamylase Deficiency (OTC)

P

Persistent Hyperinsulinemic Hypoglycemia of Infancy (PHHI)
Phenylketonuria; PKU-Tetrahydrobiopterin; BH4 Deficiency
Phenylketouria; PKU-Phenylalanine Hydroxylase; PAH Deficiency

330 |

290-292
223-225

19-23
175-178
276-279
134-137
44-47
303-305
138-141
240-243
162-165
97-102
64-67
259-261

306-310
110-114
82-85
24-26

77-81

154-157
32-37
2-6



P
Porphyria

Primary Carnitine Deficiency

Primary Pulmonary Hypertension (PPH)

Propionic Acidemia

Pyruvate Dehydrogenase Deficiency

R
Rett Syndrome

S

Short-chain acyl-CoA Dehydrogenase Deficiency (SCAD)

Sialidosis

Spinal Muscular Atrophy (SMA)
Spinocerebellar Ataxia (SCA)
Sulfite Oxidase Deficiency

T
Tuberous Sclerosis Complex (TSC)

W

Wilson Disease
Wolfram Syndrome

X
X-linked Hypophosphatemic Rickets

V/

Zellweger Syndrome

142-147
130-133
190-192
51-54

179-182

267-270

115-117
293-296
271-275
246-249
121-124

254-258

148-153
311-314

220-222

262-266
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