Uk E"JF?EE l&"‘@ E@E%% @

FRAEXAR MILFE" , BIELAFEREN—LER. FRARNTERTES—,
ABpATZE, —RRBRRERRE; —EVMEXBERE; —RERERE;
MERFERE:; HE2HMRKE. FBHNTABFENRK155

Hﬁ £ A
<t A dt

bl
ot
3o
ik e
*



155 MFERTH

T RFW =i oA T4



(155 P W) B 2

E R OT)U ORFW mEue ok
Pib AL e BTN
BlEsm AR vde Bl 2

LI ||t U RS E e
& OF TR OREER TWs W
THR sk i A % B
THEN] #RE P B 5
T O ERRE X X



r iR

[ & Lmes 23]

F IR AR IR, 38 K Jd RARARG) — sk gz . R
R A LZ(WHO)#Z L, B4 & Z AT 0.65%0~1%0
B RIRA TN IR AREEEE LT AR, B AT HA A
L% 69 A 6500 Fh s gm , 29 b A K B Imeg 10%., 4z el
FEAERLERNRBEEH S LET T AL,

PR A WA RE A RE MR, RE R e AR LR
— 5, ARAE B TE R e X 69 AR E L, A E T IR 6 AR A
H—RE2F WwERAMNERREELAFFEEHY T 2075
A (R b B % e <1/1500) 09 % %, #88 T £ L&k 5% B K
HESLHEBEHFHKY TS5 Z(RE ERH A 12500)468 % 5%,
BT ENER; e B LB E<LI0000 VAT 65 % A
R ARAE, TE, SR ERTA TR, LB R ¥k
PR AT AR IR, I, X AR IR R R

BAr, R 2B RA XA R LT HALGELR, HET £
kA EA, 2RENLAERESITIAKHE L ERGE—T
A, AR B EIR A IEERG R ET F I RAERE

KBS FE LIRS LA AL, B A IR R 7HE L
MRt FE SFEHEIR—FZELSRE RN, BAAAHR



Fn il T Mgk 6L3E cFabry J& . & 5 KR 56 % ¥R R ER RIE M
FOAER A RE R AR (BB ) B M ECE A HLER e E AT
SR ERORRAKE),

ESE TS

FERIRA LT ER— APk, —ZARHTFFE
TR, o A BRI PBR R FF R E VBRI F e
R F; =R FALRE, 5 H S My fe kR H L &
Yok iR Bk ARG K R A ME IR, o K EER AT 295
T EBARE MWRRE FBRE EHEBRET;WALLRL
oy AR RAMIRE 5 h R EF MY (B ) ST R
A48 F TJA 155 A,



H

F—E RBERERRE

W SRR LTI e 3
e IR PRIE (PKU ) wevvreenvenene e nenieeis et e ree et e eaenn 3
T BAEPEE R GAIRILIE - veeveeerereerreeereeeereermmnnnnnneaneana e 7
= S REPRMLAE (MAT BRZHE) cvcerereenrimiii 10
DO AR TRIE (MSUD ) -+ eeenneeemeremnarrenanereiataeeereineeneeaenes 11
T AR HZBRIIIE - vvvevrreereerrrmrronnenneee i 13
IS TVEEBRIE «ocevvevervorrernuretintiiiiiiiiiiiiiieiiiniiiiiiiieie. 15
o B G IERIMLIE +ovvvvererervnroenmororeneronerinineetiunteinenennnes 18
DN BRI +oveveevereroenmrrome s it 19
JU LT T ARIMAE (MMA) e eneeme ettt eiiieeeee e e 20
T FRFRIILIE (IVA) wevceenemeeene e 21
T TATRIMLAE (PA) ceeeeerenniieniiiiiiiiiiiniiiiiiin e 23
T R T ERIMIE(EE T B ) e 25

= L TR A BB S E e 27
00 R AR T S CEME BT e 28
I G L-E IR ARG SE e 30

BT IRETEIMCUTE R - 33
— JIRGATRIMLIE +evvevervororsosrensrrnrneeriueteineteriereisrineneeenans 33
T N-LEAEIR S NEEEL Z AE(NAG ) cvcovvreiee e, 35



T RERE T TR FE o eveeeerreres oo e 38

R i = ey T A < 39
B AR e 42
B 3 17 232 P 42
T AOBEIE e e 47
T EERUIG ceveer e e et e e e e aeae s 49
PO A F FQAE (Fabry FGAE ) woeeveereeremreereeee 51
. BERE NS FRAE , JE 2 VT 5ORE [GAE (Niemann—Pick ) «----------- 55
N NS J GBI SIE v eervrreererrneeerrriiieeeniiineeeins 56
L B R AR RFERE(ALD ) ceceeeeee e 57
IV EBRBRER AL = v 57
JU BV RTRE CRBRIRIE) - vvvreeerrneeeereniieneneennns 59
ORI BEFIE ) «oevveeerrreeeeeeen e 60
e JERPETRBEZ SR +ooveverreervreiiieeeinnie e, 61
T MLD FEBRE oo veerennenmeentie i 62
T ERBLRBIEEG oo 63
DU R TTTRE (BRI ) v evvvrevnnnreennnmenmrnrneeienenineneiaines 69
T H JHFRAZ AT BIRBRECIE ) cevevvveeroerereneessmaninneineen 72
TS Reye [RLEATE «oevereveisiiee i 77
b L LB 2 SR oo 80
BN CEFUBEIILIE - eeeeeemmmmmmmn e eeeeesee e e e s 82
FIUBEHERRIE - veeeverrereeenmmimtiiniiiiiii 84

T OMITIHREICTE v eenr 89
e JE R NERT LA TRITUREIE vveeeeevrnvrnoermnrrneeeeeeineeeeee e, 89
T JE R VERTENKERFEIE - v vvveereeernnnrneeeinenneeesiniiieee e, 90
T AIStIOM FCREBETE +vvvvevrevenreninrinenre et e 01
L LY 1] < i AT 93

-2



i EARLFLEAL, vevveveeeeremmmimenee e ees sttt e e e e 94

75 JHOI=0ram [CIEMBERE «cooveeoeeemmrerieniiiiiiiiiiiii i, 95
- Andersen FCREMERE < veeerevoeeenene i, 96
F e VIR Y A | 98
e T E I P IE T TRE BBAE +oevveeereeeerneeeiieeeieeiiieeeins 08
R 5 N 401 2 1 N PP 100
LSRN Cajal [RIRIRAMEH ARSI mIEM AR B R --- 102
BT O WMRBRGICTE oo 104
e PRI FR BFIIE o vvevveerrerorenennoesnesenumniie i 104
it \‘fiﬂiﬁfgﬂf&@i@g%g{@{éﬁ ....................................... 106
=Lowe [GIEREE «ocer e 108
DU GRIGMAIG I FIE v veevervemremeorererenemeineriiiiiiieieiiaeaes 109
FHLBEEBFRRG oo 110
7N Bartter [CREMBERE <o veeeeerein i 111

BT IR BE A ZRIAD cev e 117
— BRI LA BRITG oo veeverrerereereremrerieriiiieeaes 117
IR B ANIE e 119
= RIS S NS AR TR oo es 120
R A I R R 5 2T 1 T T T PPN 122
T ZEAHERBALIE <o eeeeeeeereererrerrrereeirett e 123
AL R AMEREALRE (demyelinating) -« -« s« e evmmevmmmmmnemmennen. 126
£ Zellweger [RAEABERE <+ vvvveeeeme 129
AN - T N 2 1 )L 1o = i 131
TU S BEMEIIZEE (SMA) +oveemnneeereeee e e 132
T+ MenKes FEIiEABEIE < vvvvmneeeemeeeeeee e e e e 133
e WU D B AL GE S M2 TEHRITEN) - - 135

+ = TR 2 VERE B 22 4059E (Charcot Marie Tooth [GHE) --- 138



T = .GML/GM2 # T IBAEFIE <-cvvvveeveerrmrrveeneennnnns 140

U Lesch—Nyhan FCREMERE «vvveveemremeemn 141
I TS LA BRREABERE v vvereeeeeeenrnee e e eiiienee e 142
TN HEFRFEEILZIE cveveeeeneereeroeniiiiiiiiii e 144
b R AT B TCTTRE +oeveevrrrrervrnrsnnsiiioiiiiions 146
B A Y Ry o e Y =y 2 P PP PSPPI 147
T IL Miller DieKer FEMTETE ««-vvvnveernvmrmre et e 148
T BT RE B FAERUE v vreeeeeereereerrernrreeireneeina, 149
BT REES e 152
e B R MR AR GEIITE ) oo 152
= R ARRAPE AT ) 153
= AMBJEII A AN ELIIE e e erereeeetene it 154
DO JBEHEE L ceeeremee e 155
T BEO AL o veen e e 156
7N KIS TN A I LT JIE +evvevvrereeenrememeenirenenien, 158
L OERPIIE oo 159
I\ MEEE R FAABIE +ovevvvrerrereeneeneniinmneantriiieneneniineenes 162
JU B LA BPEBEFEEEASIE evverrerreereeeee i 163
T Meleda BLIT cee e 164
e T BEFHALIE (Darier [OJG ) «ooveevrreeererrnererrrniienneeeniinns 166
T R ALANAIE oo oo e e e 168
EETAT JJURITEZS o 171
— AR IR IR AE (TR v 171
SR i dIIEE IR iV E = 7 JRRRIRRSR 172
= U LERZS G e 174
PY Nemaline ZeR LIS coevmvrmie i 175
F.Schwartz Jampel FGIEMERE -+ vreereererereerens 176
TN JULITREIE e e veeverereenerenmmetneriitiie i, 178
o USRS oo 180
JN B IRPBELARFRIE v v vevermeremneii 181

-4 -



BEPUTT RIS cvvveeeerereiie e e 183

e R AR (B ISR I ) wevevee e 183
TR REBEAREIRE I AIL) cevvereerineieiee e 185
= B RTIE (KFRIG T ) oeeerreevreiee i 186
DO SHEATFPEEAEPEIIZE (AL A) weevremmerermmemieieeaeeaee e 188
BN Y R | A L U 189
N B T T R e 191
£ A Yt 2 379E (McCune Albright FCREMERE) --oveeververeenne 192
PN ET TS oo e et e 193
JUBLTRBUIESE ceeveerer i 194
T AR R BT ARAS eeveeeeeeee et e 195
+— .Conradi—Hunermann [CREfBERE «vcveeeererniaeiniiininiin., 197
BT ZEAGLHLURAD v oo oo oo 199
I FLEGHE (MR AE ) cvveemvreennnenininiiniiiiii 199
= RS ECREMERE (TEHRTR ) cevvveeeevereesenveeeriiee e 200
= S REERH IR VI e 202
LTS 2 7 £ 203

ENE REPRERDT

W BEILZRGEIIG +oevvrrrroreeerererreienie e 207
e EERUVREEEPEFTIL v v e e e 207
T MIRTC IS v eeerrereennnenererniieeereeiee e e e e 208
= RIEEAEFEEAFL CELZIE oo 211
DU ol PR FATBI Z E -+ v e vreereeeeee e 213

WS TAS AR RRBIPEIR coeeeerrreeereriiie e 216
e AT FARATEBREE FA I - eeeeeeeeeeeeeerernrrnrnrnrereeenees 216
T B RN PE I ZEIG <o eerereeeerrn e e 217
= RS R EEREE T E RERRE «ocovvvee e 219
D Wiskott—Aldrich FCREMRTE +roeverererererrrmerinieiiinnein, 221



H T B ATIEIEBZIE coroevrerrerernrmenreriirin 222

IS KM AT 8 BILZIE cvvvvererrrmemerenrinrnenrtriiieee 224
L UAPEX SRR ccvvveereee i 226
e VI T L 5 229
e SETRAE FHR R AR ceverrerrnreireree e 229
T AR RS IRAIGERAE v vervre e 230
= A TR MBI o oeeeeeeeeeeeee e enmemeneeeeeens 232
VU GRS FLBE MO IR v ovvevvevvrrvrnrnnereereeeneeeneeneannans 235
F AR SCHE (FCIAE ) cevverererernrecneriiiiiiin 236
75 Laron FOARIBREMRRE «vcvver e 240
-+ Kenny-Caffey FQREMERE «ovoveerrmrameiern, 241
JUWAGR JEfBRE oo rre i i i e 242
T SBR IR I (WIIMSEUMOT ) -+« veeevrmmemmneneeeeeeeeeeeeaeenn, 243
T B PR ZEFIHE covvvverrrrrmmn i, 245
T Aa— UGB Z HEABRE covver e 246
+ Kallmann FCREfBERE «coeeeerrmen i 248

A ANIE RN (JE ) e eenee e, 253
e BHIFYETIREATIE oo oveeememmmmneiee e 253
B ] R o 255
Y 11 F 28 B 1 T P PP 257
PY . Beckwith Wiedemann [GREMBERE <o cevvrvmmeeiiniini 259
T R A IR LG ARSI eeveeeeeeee e oo 261
IS TEFAAMRIBEREMRRE o vev e e 263

e I A (L o 265
B < [ S 2N 11 TR T T 265
T Crouzon FOSEEREE ovceeveemrrenare e e e 266
i <1 5 N = P 267

-6 -



P4, CorneliadeLange B 12 269

T X JEFTIE -vvcverervmeeemnreemreeee ettt e 270
75 .CHARGE BEAMETE < cce e 272
- . Aarskog—Scott FRAIEBE cevvevrnenemeneriniiiiii s 274
/\\Smith—LemIi—Opitz FEREE oo 275
JL . Bardet—Biedl FCREMEIE «ovcreereremininniiiiii 277
R L s oy Y VA T 7 . PP 278
T FEIRBEELGIE rveverrreremtmenrnenntieinetiiieiienee, 279
= . Treacher Collins [RAEMETE «vovrreererermrarrennneniinenien. 281
T = R EBAREEARTE ovevem e e 282
DU AL FCHAE R DI TR ) oo 284
+1 Fraser [GAE - cerrer e 286
AN igﬁﬁ% PRI [[3';;/] JIE e v e e 287

o B TR o 289









B BIERATPURACH 55

— FEERFRIE (PKU )

R FRAE (PKU ) 2 R 58 K il 2 2R 2 2 72 Ak il (PAH) 5 PAH
T PP T 3 BRI QI AT 1) —Fh o JefR B s A PR . A
e AL P R SR A I B R o LR DL o I R F2 AR E 1 2Ry
BT 2R HRER W8 RRITURAE AR BR TR S IR
BRI i Fi L S, D 2R e A 2 R IS W A R M IOR R A BT PR
7, AR AR, B 75, e 1 S8 T 13 2K

[ &bl ]

R R A2 e (R B MR as A IT B S R AR, R e (i
FER A S EUFE R R P2 AL (PAH ) BB , DI 5 R Z R (PA)
RIS PA B ARSI RIEIRZ — . IE% 8 0 R AL
24k 200~500mg, Hir 1/3 A A 11, 2/3 S T4 e PAH 44k i
IR, UAHHOIRIR RV DIRE B ARE, RERE IR R
AR BRTE PAH Sb, AT DU S W S (BHOME RATEG S 5. (KN
BH, /& H1 & =852 (GTP) , & 5 1 —#k M I kK & Kl (GTP-CH) .6-
PR DU S SR04 5 B PTPS ) A — & A Wy 4 i i il ( DHPR ) 25— &
S BRI A A, PAH . GTP-CH .DHPR = Fii i (1) 2w A & PR 43 31 72 o7
T 12924.1,14q11,4p15.1~p16.1, FiRAT—4fit L H (9 5 A 045 1T gk
BUAHDCBE A IE HEBREG , FECREAR S B SR T2 R G M040
17 o PR 22 RGN T8 PRAE AT A i/ NI L 73 8, DA e, IR S S
JUE, FEBAN ORI, AR E R SESE . Tz B, BILL A,
B FRAIT R, ke = B0 3R A ) (il AR A2 B R BHG rh S8 A

-3-



PRI FR 2 R R D P AN B, Ikt A B HR B AL & o BB LIR W P
ARRE. W, BILGEIFA S Kk TS

A o A HLRLRT BH, SitZ RIS, 2800 LA PKU, 29 10%~15%
b BH, k= A1, #17 PKU 2 F LTSS PAH, NER R R IR,
A A 2R , DR AR S R TR L A TR 5 b 2H 2 PR P B v B A
s IR 22 5 ARG A K PR IR R CTR R LR N AR
SR F R HEH o i PR R A RS, S BRI R V' EARER AN
A REA AL, TE B R B AR TN R S Lo A = )
HAMMZ A . BH, Bit= A1E 1 T GTP-CH .PTPS ¢ DHPR & {T{a]—Fh
fitpfe = i 3350, BH, J2 R N R (% 2R A d R A R bt B ir 2 5
T AT , PR = BH, AN BB AR TN 2 R 4% A8 I 2R, 1 1 I 2 PR
NEEREAE 2 I, TR AN BERG AR 1 5-F2 (o , iX — FE B A it i
JREZ INE T ARG E . BrLL,BH, B= A PKU il ARE IR B
H,IRYTEAE

[im R ]

AR IE R, BEE HEY 78 3~6 AN A B, RIAT H AR IR , 1 % Bk
ik

1L REAKERRE FEEFNEERSE, NWER 4~9 4RI
B, B R T RIS IR 2L, ERE R LT 50, 29 14% L) L# R
K

2. PREKEPR RN A A A/ MY, s EZ L AE,
(L AE 5 186 T D o I T AT A TN SR A AN 2 L ol TG MR
o ZE e A EONLEK S B S U IR 25% k2 R E
G W, A 80% ki Rl 5% . BH4 Bt = R #h22 R GeRER B
FL L, H LUK S pdA R RE K, AR, WAEALIHEET .

3.4M HBERA AR, FEA R BE BRI B0 5%
AR R IR T, HHEa e,

4. Ffth TR HE 2R R, PR AT FRIR Y BRUR 5
178

CZ )

-4 -



1 AFREBAL S,

2. 8 LA PKU L AR GRS B, A A B S0 ==
K, TE A 2E A & R 0.06~0.18mmol/L(1~3mg/d ), 1 H L AT & ik
1.2mmol/L(20mg/d ) LA I, FL i, H i 2202 1F 5 s K

D7 R A LR YS 3 H A, SRR BRAR RS I, WS T A R 8 4K
Mgt , 2R bty , SR A% B (Guthrie ) 40 B AR K3 06 2 o 10
B, MORN &R & s IS T 1E % =% (E ], B >0.24mmol/L (4mg/d ) , F
A2 A SR I I 0 S A TN 2 R D s S R

3. FR=FMEIAR TR LFILE 2 W =S LA
PRI, A5 BV RS 0 BHE R IR TR TN AR B 1S 5 . AR
JHRRGE A BEI PR FP R T R, R B TR B

4. M ZFERARBEAVIR T fe AL E S Wik
I AT S A ) R A LR AR5 o

5. PREEIS AT s FRWOAH AT (PHLC ) 5 PR R B s A=
PSS S, LASE 5447 PKU, SR PKU JR AR S HE i v, i
W& 55 HE A% LB TE 8 s DHPR e M ne S HE R 1 o, D U2
&Yk /D 6-PTS filt = FHT WERS HEH S 3 0, 55 25 Wi ne i) LU (B 5
GTP-CH k= % FB U LHARES SHE S 1D

6. fili2Fi2 W PAH {UAEAE T T4 MY , 75 2 18 A %2 |, I A3
TG RIS oAt 3 FA% 151 rT HC/ME i - 2T 40 . 405 Tk i
EF YA BRI AE

7. DNA 73#1  DNA A2 ) 2T PKU 217, 246 FHa ™
AI2WI. (HRFIEE 280 e RO mEE.,

[ %5217 ]

1. XA AVRU R Pt = 5 A PKU - PIRD BB YA MR &
PR ILAE , (B R AR TS R INLAE A — 2 51 PKU, 0 PKU Ry 5 HCA
RPN S R INLAE HEA 72571

2. RN AR IMAE  BUERE R PAH A B, HAS
i PAH JEH 28728 80, K PAH RS, S8 A I & R vk i T T
fik 1.2mmol/L , {EL R E] A HERS , IR PN S R Mk B T o 2 1 7, m 3 ik

- 5 -



