Tel: 86-10-8354 5711/8391 0649 5t > g py 3
[ S o9 et A
Web: www.raredisease.cn = mh I mm&)&l I“L‘

E-mail:public@cord.org.cn . Chinese Organization for Rare Disorders

INRAE KA (PKU)

BT T ceoeveessee st s et 2
BRI 1ottt 3
Ty TR bbbttt 3
T B R FE AN ottt st 4
Ty HEIREG PKU oottt 4
F A ABTEETRBEAE? o 5
DU I IS IE AL oottt sttt sttt 5
T JEBEPIZ G I IRIE oo 5
TN T ottt 6
e BT e 6
B LV TEHEATREIN ¢.cvvovees sttt 7
JAN VBT ottt 7
TUs SEAZTEGLITEEW oottt 8
o0 PRU FEFETILTT oottt 8
BEIIT JLTIETT wovverreeneeseeessessesse s st et ss sttt 9
KEE JLFE TR ATITT ©ovvvvrverreeesesses e sss s 9
HPEZLIEFRTTVE oottt 9
0 PKU ZE oottt 9
I I TT I TBETTVE oot 10
MR EREE DI .ottt 10
T SRR FA T B cvvvevee et 10
IRAEANTENE oottt 10
T AT TRF o 11
UL RIZ TSR oottt 12
ARET DU <evooeeeeeee et 12

T BEAEREIRIRAEIITE B oot 13



Tel: 86-10-8354 5711/8391 0649 . = i
X~ 23 k A T »
Web: www.raredisease.cn el ! I’Iﬂi&;&' I“L\

E-mail:public@cord.org.cn 0| Chinese Organization for Rare Disorders

HIE

F W (Rare Disease), EARIMATHRIRE. WA AR, —BovBE, MEMRm, &
fis et EBREINII R WRLE BT 28, KIS ANEIM K 10%. TEFISEE 2105 Wi
Mh, 2975 80% & TR B IG T F 8. MR STk R, BN NIRRT P E 7
3 10 HFERAFAESNG, — HACREXUG AZAEAIR] (SRR IE D, 7 iA nTRE & L i
DR 27 D95 R N L BREE /25 BAE A 2 5, BT LA FR O “OI0JLI% Corphan diseases)”,
I W ZVABAR N “INILZ Corphan drugd”e FRIE 102 W RO B 7 7€ S

R /40 X 5 o 5 X

o  E[E 2002 FIENM (FIWMIER) K E SONTES BB ABKT 20

TN, BUBIRRACT 1/1500 IR B0 A

® A TG 1 SORTE A B ABUR T 5 TN, B RET
1/2500 [ -

® [N L 158 SR At S A iy S M A R S5 R AT 1/2000, R
TURPRTF BT TR o

o R ELK A DT 2 7 AN & SONFE I

o  AVEHIX 2000 RIS CFEMERIE KAL) KT PR 8 SN BRATRAE
JisyZ—VAR Ak KL A 1 PR AP 5 .

o HuTHEMEERLKE T E XL

AfErE CGARZRAEPRAE (PKU) WKL (corp) 15 BTG H4E “Hg Sz fit
(Mayo Clinic) TR R A AR EHPRAE” a1k, B TEGEHEA AU W AR $215 PKU
MR B L2, DUE KSR PRU AOREDL . 7RI, A A i B AR 5 3R G
B KO0, FUUF. WIEER. KA. ANk, BREREE. MRS, SN M. Bk, S, B
VL BGOSR BIERD

LEMNPCRF S e B FH R IE S, A M 26 5 B G Bl S B4

ERIR K EH L (CORD) ERTFE

2018 £ 5 A 25 H



Tel: 86-10-8354 5711/8391 0649

— .
Web: www.raredisease.cn S Zli m”ﬁjﬁ}bé' I "l‘)

E-mail:public@cord.org.cn . Chinese Organization for Rare Disorders

R

ZE B JRAE (Phenylketonuria, PKU) A& —ffids B2 A % % (phenylalanine)
TEAR YRR B0 27 IB A0 o 12093 72 BH — P B DRI BRI 5 JE2 1), X R PR B T A
G AR I IR T 5 (1

F T4 P9 ik = b B OR P SR AR U P 75 1O, G R PRU B8 B A & R
BN AR FIRTHT L Caspartame) FIEY), RNEARMSKEBLRHR, &
2 3™ B (A e ) R

PKU J38 CEFEEL. JLERIBN) # Z4A AE BR 2R T = R IR &
FHNARFEAET TARATNEYH.

56 E A Al VR 22 [ R 4o hg A JLHEAT PRU S, 3018530 PKU 45 Bh T T 5
R Al R i)

—. R
B PKU B AR LW AR E R . (HA, WERAATIRYT, B)LEE S
TEHUA P9 IR LA AE o
PKU BRSEARFARAE W] DL BB Y, P REELHE:
o FANRENEIRS LM TR, FIKBURM A 5 5Lk
o HREEIREUN KEMIE RGUAEIR. K2 Ges)
® DERNEBMRA R NBEER CERMEKITOARED, RIH ARk,
W R A
® RH/NHELEL ChkmiE)
o . BHEtE. KEIRZE. Mk
® ATy IR AN 2 )



Tel: 86-10-8354 5711/8391 0649

— 7
Web: www.raredisease.cn S ZF\‘ IAL%Z(,{)%' I “l‘)

E-mail:public@cord.org.cn . Chinese Organization for Rare Disorders

FEEREA—

PKU F 7™ B f5 B Bk - HE R AL

® Z ML PKU. 401 PKU &/ L. BAL RN IR T 75 I B 2k
B E R, B KT IR R T R R A A5 A

o BRHMIERM PKU. 7EHZa B PKU B b, BB —LLIhRe,
PR A 9 2 T R KPR T4 8 PRU F, o A ™ 4% F XU
N

R Z 40 PKU LA 75 ZRRIR PKU K&, DATRBS 3 71 B A At o R

—. @95 PKU

PKU 2o 8 2R 2 5 MITHI I BEYE PKU (maternal PKUD FRIRUSE, dn S35 22 i
A2 e ASEAERFR PRU R, HLMBOR N & BRI, s LE WK E
IR

EI el 26 2 i S R B U 2N PRU,  an SRANIEAE PRU R, W RERE iR L
BTEkRzT.

AR R IR TR I AL 1) 22 ) Ll AN 8t 4% PRU, (HREARPRZ2 4 1A i i s 7K
PR R T RE AT IR) LAG ™ AN RN o S A2 J LI AOE T RE B «

® (LA
KEIBG
ST 7
7Nkl A
o S 6 A6 At I ] 258
(Sl

1741



. —

Tel: 86-10-8354 5711/8391 0649 XS SR l I FEN 7\ !l i v
Web: www.raredisease.cn = mh I L{p'_j .4 ‘L‘
E-mail:public@cord.org.cn . Chinese Organization for Rare Disorders

= A REREE?

ARSI, BOZa KT @il

® HAE)L. WRE MU A LI SR IR T AT RESBCE PRU, BRAE 2 il
SERIIF AR EIRTT,  LABE Al AL

o TR, i PKU i LV EAEZ T AN 2 NAZ At = JF I 748 PKU
PR, AR e I Y AT 05 iR LI XU, 3 A ) L (1

® RANBFE. PKU BHRARAERLZEY . £FH DFER b PKU R K
N BT Re A S H 3R 2d o 519 PKU AR B7] g oo Ho0 BEN L RE 5 1T g
71, RS R A IR KT BN AR 2 R Gedi i

M. W Sits
PKU 2 FH R R BRI (BERIRAD) 5l , FIRERIUNERE ., hEEsEE ., X
Fofrih BF 5 K] 2 350 PKU B35 Ak Py ik = — P b B2 TR B0 B8 (— e & B IR il 75 T
AR PKU BHEGHE SERARMEY, indgs. 9l BE, W2k, &5
FEHEAE R AY, SORSEN NSRBI L, #0G nRE s R A &
PNV 52 A NTTE L VPN

WU SCREXUTT #R 5 SR B S R AL 45 £ 71, 74 1A% PKU. XAt
P AR Je i ek 15 4% o

U SRACKE—J5 i B —— R 3 2 PKU [ SR BE EE DA R AS 809, AR A £
TRAT AR B B S, (EAT BE R RE R 15

REHUFGOLT, PKU I LHISCEEXUT Yk S R 5  , (HIFA RIS, B
WEA% 5 DR384 111 S8

h. EREREHRIE
A% PKU [ S 6 A 3R 4 «



. —

Tel: 86-10-8354 5711/8391 0649 XS SR l I FEN 7\ !l i v
Web: www.raredisease.cn = mh I L{p'_j .4 ‘L‘
E-mail:public@cord.org.cn . Chinese Organization for Rare Disorders

o BEIET B PKU HUSRBEEER . i FACKERUT ke FE R 45 DL # %
BT, BT RO

o HAFMIERFMSE. FH PKU [%E ISR KA LA R R4 (8] A7 A2 22
5, AR RE N B,

AR PKU ARZRYT, AIRESEUER L. 2L I AE . PKU B35
PRZA A ] £ v a2 TR SR /K SF R BB 51 R TR L e R R B B T B0
REZIRITI PKU £ S

® AW T AE A AN AT i 5145 AN EE O ) RS
® M RGN, LU RE B
® Kb JLEMMMARAT N BIEAIAEAL in] &
® LI BN K B Y 3 E n)
75~ THRH

AN SRAR B PKU I HAE 4% 22 3011 -

® HABCANEIRINE . PKU 22t H 2 i B 1% M g = ml A IR N &
By, ARG LI Se RokRE . WRIKES PKU, IBERAZAT SR
A3

o HRBAEEM. MRIRAN, IRESEZ T BAH PKU, WA e m T
ZART AL B TR R BR AR (AR A 50 AT AR B R B 4
Hu PR PKU Ane] 75 S0 R 1 b g 4% o 30w LA B 7 £ 11 S8 PKU B9 X
B TR AEE

. 2
AL LI BRSO AT LLVRU S JUF- A 1 PKU 9] 56 Bl 450 50 NP #REE R
W) LHEAT PRU G & . VR 2 HoAt B S R B A IR ox 22 ) LA T I A
IARVREA PKU BGE A 000 5L, R AT BE G BURAE P22 B 73 0 T 3R 47 Ui



. p—

Tel: 86-10-8354 5711/8391 0649 X R I I ¥ -,Ayk —!l L
Web: www.raredisease.cn = mh I L{ﬂj .4 ‘L‘
E-mail:public@cord.org.cn -_- Chinese Organization for Rare Disorders

Ao MBS A] DA E IR 75 0 PKU #5747
B LA JE AT R

LA R — BIW R AT DABEAT PRU R A W ORAES R HERA I, NAZAE2E L
A 24 /N RN — BB A FUE AT A

o < hullRi A A B LBE B e T 25 i AR 4R L I

® UG E I IMBREAS, DA E 2 T AF RS SR AL, A4S PKU

® UIRAIRAEAEL B 73 R B 7 A A A e, W AT RE S 225 JLRHEE A 5

FBELR AT — VOB AL &

IR AR A B A BB WIR I £ 7 W BE B PKU:

® IRIYEZ T Al e B AIME A, %5 2 MR AR, ARSI
® RANEL T Al fE 3 2R A2 AL DR, DA B AL A R A2

AN =P g
PKU # 3= 223077 7 SN »
® ZAUIKIRGIEAFIRAN, FOVEARENHEERANEIR
® ZAA:JM PKU LTS, B FRpBR 7S R AN TS5, LA ORIRAS AL 5 )0 7
AR (AERNRAIR) MEFREN, X ERAEE MRS CEE
KNI 2N ER AN, mHEER A K, AR
AR & P 75 B2 2R B A di 9 BEABLY o R A mTOE I DA 7 3R o %
EX: N
® EMIM AR, AL BRI R Y= R KT
® LW HHMTIRRE, DAMEINZE AR IR KTRE [R AR 4L, JCHAE L
KR WA 2
o LEIHiEK. KEMERRIEE
PR A W RERS AR 12 BIVE N E FRITAR 8L, & IR I RENE B R 1 PKU IR, b
FE OB A, R PR LS PKU AR BR A



Tel: 86-10-8354 5711/8391 0649 5t > ppv 3
[ S o9 et A
Web: www.raredisease.cn = mh I 'AL’}?»]AA(}&' I“L‘

E-mail:public@cord.org.cn . Chinese Organization for Rare Disorders

Jus BLZERK R

PKU B Al UL R AR AR IR EARF L, Kte e g g mEa ey
WAFTCNEEL, B
T
M
LTS
TR

TEL AR AT B A R RS A RE R LR R

JUBE R RSN 3 75 S J0E 4 B 2 LA B W) A OB, BLAE V22 35 B 07 Al P T hi
PRI AR ORE - Bar iy B R — Rl e 28 A 2V R ) RS g N L R 71 o

A EE 2GR R A e i EL A e AR R mCHL e A TS5 AT RE A R R B
F WA o L2 TR AR (0 24 70 D 4 i Ak D5 245 AL T 243 R AR R 7

SR AR BE N E FRIMACHE,  PA T SE 247 KRR R B F R4 2

+. PKU BHE S

RION R PR, PKU B3 5 208 I — FRR IR 0078 TR AN FEFOR IR A4 7o 1R
IF o AN 2R T RBR I HC 7 e % LL 2 4205 O R SR A A 1 AN At i 7575 97
E

= AL AE SR AT AT B /R B IR O E 7 287



Tel: 86-10-8354 5711/8391 0649 5t > ppv 3
[ S o9 et A
Web: www.raredisease.cn = mh I 'AL’}?»]AA(}&' I“L‘

E-mail:public@cord.org.cn . Chinese Organization for Rare Disorders

o BLET: (5 EERC T VR FOEFIL A R TTAR, PRU L
5 £ I 2K PR IR 7 053 2 O LA 5 T P
L7 543 AN ) LR s O MR . AL L, R
R 75 TEEIT A PRU 8L A, (SR PR A T SR
© REJLEABRABEIT: K LER R T2 I P A s 2T 0 i
AT R P — 0 R BRI 7 S AR P B 9
STREAT F W FUREY B, TR . Kl LRIy
B LRI A, (B RAEARFEEAR L, 0 S B R PR R
DEEAR LR, JF L.
BTN 7 2 LA S BRI £ MR 18 PKU AR 1, JE A2
S TR AN FSAVRETE AR (RSN IS FTL PRU 55 I FFI R A7
2y BRI I ATt L L G B —

PR AR T

PR VE R EE IR iR R E FRAN TS AE 55— R BERY PRU IR 4785 5%, 1
OB AR BT XN FETR AT BE 23 B AR R A S R AR . IX B VR PKU
RN B I — MR LT, T BLE M BR A B FRIM, DU R 7e 7 B iE &
PREIRE

+—. PKU Zi¥)

FKHEEMSAMERR (FDA) CaftHEyb NIk (sapropterin, Kuvan)
FIF677 PKU. A AL SN K P9 2R (iR 52 1%« 1% 24580 PKU ARk
M. EREHFAEHN T &L,

1T H ATk X 7D PR A R AN 2 e PRI 5, AR 2 R R
1, FDA BERARLHATHI I



Tel: 86-10-8354 5711/8391 0649 5t > ppv 3
[ S o9 et A
Web: www.raredisease.cn = mh I 'AL’}?»]AA(}&' I“L‘

E-mail:public@cord.org.cn . Chinese Organization for Rare Disorders

T EETRERET
A KRS ] e BT B PKU:

U2 fop A BR R A U

I RARBARI) % T IR ARG IRE A 2R NE, A FHEILRERBANE
Yo, AR IRUERFE FRIMPT W s E . MEIR RS,

N TR AT REAERAIIN R Yy, NAZAE FIARHER RS . B TR LS N AL
(R i Ao BRI T AR s B AT LEXS, B i H A
IR R . AR PKU BCT Nz & B Fo 26—

ARSI B H S B R R P D s B L . R Y, PRU BETT BA
Jo FH T EABURS JEURE R I R R R R

VA LARE B

N T HEINRE A 2 R, URAT DR ] A 24 7o J T K — S5 IR 17 i, BB
IfREAER . ORI 8.

IXLL AT DU PRU SB35 (IR S5 8l N EINZRABL. 5 PKU By —FF, X4t
7 EERLE Y, (HARTT DL f BEARAE, FEIX L8 b “HEE T MR, HRTORAR
AN SE 475 it A6 A 1) i S L5 48 1 SR

P2

RIEQEM:

HEFRIMAZH, LAk BIReNs Bk e fr & B | QG T & . fildn,
BELL IR f A% b Ty ORI T R i S S A R IR o (R =R
A RLRTR R dh A n] LUK AR BRI E o (H 80 22 S o SRR R
FHRR G R, IFREREOMEC I frd R .

U SR ARIEAT HABAE AT BEIR DL, 72 A 2 i B T RN ] E 5 ZEE I L R 35 18



Tel: 86-10-8354 5711/8391 0649 S ) > ppv 3 v
Web: www.raredisease.cn [ — ZI:“ ')Lljfﬂi&k)k' I“L‘

E-mail:public@cord.org.cn . Chinese Organization for Rare Disorders

FEW o WA AT R L, B K 5 B 2E S IR

+=. M5 E

PKU &35 B A0 ] Resnisi ph ik, 51 SRus thvrAa B Bl

o TWEXER. I PKU BMHXME RS R EE . WA
] o), W CARIORLRHERIT . FREEBR A | 1A% KEUE TN i8]
PABIEE L1710 PKU S 9 5 1) 2 AR B S M A48

o ZHMFEMAR . WIRIRIEAA X UHEEL PKU B SR
W15 2. 5 FE AP RSS2 A 1 B o 56 [ [ R T R
JEHEEE (National PKU Alliance, NPKUA) #ltf&—/N#5Bh PKU N B
NS S

o HlEAtitIFRIEB. PG PKU L6 M7 M 72 IM AL 05 55 B R it 35
R IR A R IR A o A Bl VP B4R 1T H L AR H R T I L

o HMHBIBITRATTERI. SbH BIEE B BRI R M 5 o B I s R
HEEL BRNIGR — LR, VP2 RIS IRILES PKU BH W EY), |
ROFRATSCR M A, BE A B Y.

® FRZFTIRBY Y nl () B A BOE TR I 75 A7 AH LK) 4% Bh 35t H ORI 7
FEREMG S B ST B B AOC T BAIREE B 8 W A SRR AR
BE 736 S RF IR B 75 K

o AERXIEEW. FEHIE PKU BILBEIZEIANREZH 4, 2455
A 228, 20 REs TR AR Z 4 . tn] DL e IR, ik
ZT SIS A AR A I H S 3]

o RABEMILZTSEHCHREER. wiill~ s LRt H
ORI KR EEESE, MRRFHIH & B ORI & . TR
K TR RET: B AL R — el e & ik T EH AT &Il RS HRE .

o FlIgWpiE B AITHRIBIRES B BN . B0 7 R H L P HIHE xS PKU
JLEE BN BB 2 — R . B DAMR L 4 HE & X AR & &,
TEIE AR A AR SE: AR R R R M E A S E O 'Y, W



Tel: 86-10-8354 5711/8391 0649 S ) > ppv 3 v
Web: www.raredisease.cn [ — ZI:“ ')Lljfﬂi&k)k' I“L‘

E-mail:public@cord.org.cn B g Cnese Orgarizaton o Rare Disorders
DAF it — LB &, £, WHDK. S TR E — MR G, A1IKE
FAT R R ] B £ 3B n] A2 S AT T8 SEPR IR T IR
BRI .

o NERE. HENMBBIMBuFMEE. =itk DRESZRAES PKU
BENEY. BN, £ B SBRACKRT e TAREA
B BRI EACR S RS, REN RS IR AR L.
AR F SR AR AU PRU B (R R AR, Al AT ) = B I EL SR A3 B

® [HETHFRIZ A AR T BB N . U R ARAE LE ][] i) 22 T 1
BITIR T F RSB, Eoln PKU B RS B R BRI L R
IRUCE % 7 I LRSS, TR MR KGR H, 2 52M52
Tk BT B IRAE ZA 28 T I Bl BRI S A (i v 5, ik 1A sl
RSN EY.

o RIFRBHMBEE. WRZ THRBERT MR E /Y, mxHAl &
dh e % 1, AR 5wl e SR IR Y PKU IRCRE o U SR A BRLE T X
[F] BRI RS AR MAL B, T ER D2 T

+0U. BiSHTHEE

TN R RRE — s R R LI B RS, — BARKIEZ T2 W il 84 PKU, W]
RE W2 Bk E )T TR L ELE RN, A R 1TRYT PKU BRI PKU
B RR A E TR

X AE B AT AT BRSO e, JF 1 AR AR AT DU ARG AR e s
B

PRA] DA R
W2 Wl

o ibFERRBUARBEIRE—— A MR MG AR B2 fE B AR B 3 ) i
A REEE .



Tel: 86-10-8354 5711/8391 0649

—
Web: www.raredisease.cn S ZI:“ MMZ{MI I “l‘)

E-mail:public@cord.org.cn . Chinese Organization for Rare Disorders
® FUITIR M FEEL . R L ) R AR A E FRIN ) ] [ in] A B B, MR

3 M I 1]

T R A ]

At AR T B PKU?
ATy 3 PRU?

A ZIVIREIR YT IX PR D 2

R £ ) 2 SE A AR IR A I ?

A IR A IR ?

B A A R R R R I 2

BF 5 BRI 7?7 REBFFLME SR ?

o B A b TR R e ?

IR T ARz a2 B ARE?
IR — AT, At/ b B E PKU g2
REZA TATT— Lo B AL T WP ERART A RIS 2 A HEZE I Y 1) 2

T EAERARREEIH B

PRAEFTRE S R L SRAT YA, WA R RS L AL
RSN 5 5

PR AT R £ 1

B P AT AR ARSEE (g 2

PRA T IR BT A 5 i 1 2

BAE PKU B A A R AR 2

B AR B RO R A E A 4 2 5 ?
Rt 5 DR A e 2

A HAh k8 A PKU e ?



Tel: 86-10-8354 5711/8391 0649 5> »>ap B, 'y

P 14 AN : »
Web: www.raredisease.cn P e ) MJﬁ A‘J&' I “L‘
E-mail:public@cord.org.cn -_- Chinese Organization for Rare Disorders
RTBAT

Z>

FIIRAE BT 6 W R B0 (CORD, VEM 4. g DU k5 5% L 3¢ e
KEFO) L0, EREMEE L BUE R =7 Bl 15 i 5 L AR AU
MEE TG, RIS IR RR . MR, 7T, Haidah.
BURSE SN TG R, RN @A 583 R [ A A8 il P55

H—1, KIEFIH



