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Liz. ZOHTREBHEENDEL 4 BEORKITHLTIE, AFOEELEHI KX
HREEREDAERIEL>TLWS/NEREMETER SN SR MEMHERLT
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ZERARFEREFREL. ABRRASILIDLRERMBEITOILLELIZ.PKU OBEE
EIZDOWTOHARTYOEFIITL. SRETIC 2 EIOREFTOTEEL . LHL.
CDAARTVIFTEMADPMRHMECKRELUIND A RIZESTIEIMGRYEAETL
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I. PKUIZDW\THOEBH:

1. EXMERHREEL T

EYHEMEHFTH-OICF REBELTW SN KREREZRYANL,
REZHSI-ME (REM HMT2E8EADET, COLSBEREIMKHIL
FATWET , BAREFEBRL TS IKSADHIEO X EES EF /OB THY.
AUNIEIEZHDTI/BHOLEBRINTOET, ZLT. 2V /\VEITMaR
DEBERLICHFEET HEERF (DNA) DRERICEDSVTELNET . TLTERR
FICBEELERLGAIEIL(EREFUED) A HA-OICRBBREIAEET SN TIE
KERBOIEFNOEORK[EERMERBERELFATEY . CNETIZHE
BAODRIIARESNTOET . ZLT. EXUERBEREICETIZ2LDER
[ZIE. S BTHLEMEAREENHYFEE A,

LAOL. BRRTHO>TH(TLHOLELCFEENH->TH) . FrERBICITERK
DRONGVAXRERBERETE. BHICRSRERRL. RCAEETICLET
ERDERETFHTHIENTEZTIOT, HE®R, ERERRT HHIIC. ITFE
RoheholliFZELVEFRRLTHRELZTVET ., TOBRBEHERTR-X
JY—=2T LN, BATYE 1977 ENETOHFERERNRELIZTR R
— U HBBEOERERBEBEICOVTITOATVET . FN—D&L T,
TI/BRBERETHDIT=ILT MU REE (PKU) AAERY EIFohTULVET,




2. PKU & EALGHRARD

PKU (phenylketonuria) &l MERFDT7I/BEO—DTHAIITIZILTS=UIE
NEFESHEEBATLERL. TOEOICHMRERES. B ASVEBRRZ
HEDFERNABNDEREKBEEETY,

MREOELEEDTHD IV /INIEITH 20 BEOTI/BIKSAKELI-S
DFIELEYT. EPOREEELTWSBLALGHEZE-BRBICE. ThThEEL
B EM DNA DIERICEDVTELONTVWET . EFTIR. BRDEEND
EWMLEAV N\ IENBZE TTI/BRICHBINTHLRINESh . FRTHEUER
BHADAVNIEIZBERINET 20 BEOT7I/BOPT. 9 BET“BET
S/BTEEENTEY ., CNLIXKATHESIENHELGL DT, BYHD T/
BREARNICRY ANTRATOIRENHYET,

WMBTI/BO—DOTHAIIZILT IV, FRTIz= L7520 KEEE
B2 3% (phenylalanine hydroxylase, PAH) DEIE(Z&>TFAS > (tyrosine, Tyr)(Z
THEINFIT . COBRENEBHICEELTEOEEN DA TLNSE, E1
DEITIZUT S0 FALUADEBRABEESA TILRFDITZIILT
FZUENLRL ERZTDRENRIGKEFHREEBFTOATZVBRRZE
AL MBI NIETEEDOMMEETEZELET AL, 1953 FIC FAYD/PMERIE
Bickel A, IRFDITIZILTIZVRELZETIEIBRERENEUTH
HEEHREL BRELGE. NN IORIDERLANGEERETHAIZENHRA
BICERHLENTLVET,
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3. FALUIERRIERILEY (To, Ta) . ATIA—ILTIV AT UBEDERKIZERINET,
4. BEOBEAEETHNIE. MBEPDITZIILTS=VEE Img/d BTRIZHEINET,

TIZUNTI=VIERETI/BED 1 DT REFDIVNVENGHIEINFETS,

ZUKBREBERICEoTFOLUITRBIENET,

| 71:»75:*/0)!#’;#5!:9[,\1EQU)QQE I
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T IVTS5ZUKBIEBENEFNDOERIEBLTWSAE, ZT2IILTS=EFAD VIR
HEIhiiYES,

 EDEDOICMERFDI=NTI=DEIEEFLT, 20meg/d R DEIITHYET,
 EBEEXEABRETHNE. MPOTIZIILTSUEFESMEGYET,
CEBRMLDIIDILTIZUEEREIBAEEEEORRICEYET,
 RIEICFOLUDLDAS =V ARERETHILET.BRRZLLGY . BEATEEZOEIL

ERYFET

LI TISZUBEIZEKY ., BEIGEII DTS UM TIZIILEIIE VEE- D= ILEE

-2 LELEE. WO AT LT b BMED N TRAIZHE SN ET , TD=HIZTT
IV b UREEEVLSIRA DM T oM ELT=,

TSIV T IV KEE B RICIEEEER LT BH(EF T T V) BB ETY,

DEBEEENEFTADODETRIET I ELHY . 7Ly REERLCESICMPD T =)L
TI5-UEIFERLETA. COBEIE BHsE R T HEBEMNBEICRYET,
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3. PKU 5%

BRICiRARf=ESIC. BEADMBPTIIZIILTS=VEEIL, MK 100mi(1 T
yhIL) &Y 1~2mg TY, LETAN FRICHFEET ST KB LR
(PAH) BB FICEENHDHE. MBI LTS UEFLERL, P T
ZITISZUEAEIC dmg/dl FRATWSEEES I IILTIVME
(hyperphenylalaninemia, HPA) [IZ9¥8LTWVET , ZL T, MO mMbTIz=)L
TI3ZEARATWNMEERRIFEL K., MFTZI)LTS=EH 20mg/dl KL E
NBEEZEHHEAE PKU (classical phenylketonuria, PKU) [Z. 20mg/dl ki@ &
non-PKU HPA 2% %#8L . non-PKU HPA T.ZHEDIIZILTS=UEH
10mg/dl REDIFZEIZIE. AN BRHLUEOBEEEIBREBENGNEEZS
NnTWELT =,

LML, 2014 £ KED NHAE 1 DLSIZEZHBFOMP I = IILTS=U(EH
10mg/dl L EDIFEFETE PKU [T 5EL. 6-10mg/dl DIZE% HPA gray zone &
THHLWAFEERIBLELZ, CONETEH. P77 S=EA 2mg/dl
UEDIGEETIZIINT IV KBILBEREZTELLTOET A, 2-6mg/d D5
BICITABETRED PAHEE LA BT TULET , ZL T, PKUDABEITEETS
RETHY. FABEMP T ZIILTS=U{EZ 120-360 1 mol/L (2-6mg/dI) TR
DEIICEDHTNET,

[£F1] 2= V75V KBB{E BERE T AED 758 (2014NH (2K B)

PoR s PHRORENFITZILTI=UE
(FEEBAREE : 4mol/L (mg/dL)
C'ass'ca'(:g;exﬂg'a(ww 1,200 g mol/L (20mg/dL) At
Moderate PKU 900-1,200 (15-20)
(FPRAE PKU) ’
Mild PKU 600-900 (10-15)
(B2AEE! PKU)
Mild Phe hydroxylase deficiency
(HPA) gray zone 360-600 (6-10)
(BRER HPA)
PAH deficiency not requiring treatment
(mild HPA-NT) 120-360 (2-6)
BETED PAHBE

XPAH BEEZHILGVMEAROMATIT=)LTS=1E: 120 ¢ mol/L(2mg/dDLAT




4, BMERDREE

BEANDMPITZNT S AEICHRTHENISEHHEZIZLERLTLNS PAH
EREOMFITNTS U EEENMECTETIENIERLMNICOVLT, Fik
BIR-RV)—=VJFRORE. BEEE (BREOEEFBE) CEIRBEHFEAEE
ToTWA/NREDOEMRTHEA SN -RBRABRNZHEBLT. KD AERE
BEESEIC.HERIR-RY)—ZU TR REEDEERBEAHERDFEL = L
ML 1960 ERDSFERTR RV —= T HBtRS ., PKU DREHEENB R
DEEZVEKTIE, 1980 ERIZABE PKU ITHESHBIERZEREZEDFIHICE. &£
YEELWI DTS UERFRENBELGIENHALMN SN, BEREEDREL
NIThhELz, BATH, BHABREZIT>-OICHMFEZEN R PKU AZ L
CENEBHAE THLAIZESN, 1995 FITABREEDRBELMNTHALELZ, AL.
ZDHRBEEPHLIZER PKU [CHIRSEERNBERT 5N ZERESNT
12,2012 £ BATHLEEARBREENRESN, 2L LUBLOFTZILTS
= fE% 2-10mg/dl ITRDKIITHESNFELI(FE2),

AIETIHRARELIZLSITKENH OABRELELYELEEVHIFRTT A, A PKU T
(FEBRICIMFTII=IINTI=UEZE 10mg/d LTFIZRDOZEIEBEZTIEHYEE A,

[#2)] PKU- Bz )L PSoVEICES ITAMB I )L 7SV EEOMIFEE

A:1977 FEDOHEFFEFE B:1995 FD# & H C:2012 FOHFEE
ZFLIRHA : 4-8mg/dl FLIREA~ 4 R EARTH FLIREA~ 4 R EARTH
2~4mg/dl 2~4mg/di
HRE : 4-12mg/dl MREAZRF ~INFERTH MREARF ~INEERTFE
3~6mg/dl 2~6mg/dl
INEERY INEERYE
3~8mg/dl 2~8mg/dl
st hEs
3~10mg/dl 2~10mg/dl
15 UL 15 mUL
3~15mg/d| 2~10mg/d|




[[ M. BXRIZBTH HFERRXY ')—:‘//7‘]]

1. 2O ZERTIMERRIV—=20T

PKU OFERIEFERBAICIEIROoN T HEREMNAEISHKEN VLT DEN
BEIGIERMNRBOONELSITHYFET,, ETAN . MF T ILTI=UfEIR, H
HRICBEHIVIEIAIANZERLSLELICLERLIBESOHFET, 22T, ElRz R
THHL. THOLERMBICHFELADOMNENSLVEDMEFRIML T, RDL
NE=ARITBRARAFE L AEM"OF DI TSI EZTHELET . COK
BiEIX, IOTHREL-KED Guthrie BEICHA T, HR)—EEFEIEINTLVE
ED

FLT.HERBMBHIZHRY—ET PKU 2FEL. BRI ASNEOBEEAMN S
BEEEEITOIRA CAEZE) A, 1960 ERDHDIZIE. KR TITHhndLS51274Y
FL1-,

AARTH, 1977 ENoLTOHERERNRELTRABICLIIERERMERE
ZEOHFERRD)—ZUTBMMThNnSES12GY BEICE->TLET, BRTIE,
PKU 211 T BEEEDN B LTI/ BRBERED P TA—T LAY TRIE.
REVRAFURE. BLUHEERBERETHIA SV —RIMEDRY)—=25
HEFICITILSICHYELz, ROV—=V I TRRESNIAL 4 BEOFERICD
WTIE.FHERTR -V —ZU RSN o B EA L ABRMTUMA. F
1=.1985 EEISIRAFEEROERINIBHFRNDLLELG-TE—ROEE
EBEFREZTLD. CORBIXEANERICET HEENEITSN-RTED 2002 FE
FTHREMIZITONELZ, TOEBBEEICHYET &£, 1977~2002 EDMEIZBE A
DFHERIR- RV TRRINARETI/BAHEREOREHRIE
Z3D&LSTHY.PKU-BITZIITIS=VIENREZVERESNTVET,
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[553) BARDPFERIR-RY)—ZV T CRAESh-AEXE7S/BRBHERRE
—BB%INIEBERICEIT5EHEHZE (1977-2002) -

Bk B HwE R RATDRREE"
T )L R BRYE (PKU) 319 1/92,345
BI7TZI)LT =V MmYE (HPA) 167 1/157,529
(PKU £BTIZ VTSV IME D#2ET) 506 1/58,217
BH4 RZJE** 17 1/1,743,825
A—F IOy TRIE 43 1/670,702
REDRAFUREE 37 1/796,161

* RO —Z U SR IRBE (1977 - 2002) THREHERLIE-ENTORKRIEE
**BHaklZ 7z IV T7 5= KEELEES (PAH) DMEEER T, ZNHARZLTWA=HIZmHh Iz =)L
T3 UENESLESERR (EMEENLE)

2015 EEINSIE. FILLWVREBEEZTHIIV T LAIREIZEKDRY)—ZUTRE
MEBEAIN, JYZLDRFEEKDBRENTHONDLSITHYELT=,
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2. BAR®D PKU RHY—=2T OBRAR

F3ITRLI=ESIZ, BATIEIHFHEIRS 5~6 BEAIZT—AD PKU-BITZILTS
ZVMENBEERRIN, /NER PKUEFAEEE CRIAEN RSN TLUA.
PKU RIZCEBIFAMHP I LTS UEIFEEICIETL. PKU ITHESREEFLE
DERIEFRONT | JERICHKET - HELTWSIEMNBMFAETHLMIZHEYEL
T=o

LAL. 2003 FBFIC, RVV—=V T THRREIN ., TNFETHEIILIZHERIE
BLTW-EBEOHTIOREZBATI/BRBEEERS 350§l (PKU-F 7=
IWT7S=VMmfE 301 il A—=T I AV TRIE 27 Hl. RESAFURE 22 6l) D
BEEREICHLT. 77 —MI&SEBHRABZ T oA, TA4ITIRT KIITHA
— TV TRES LUVREVRAFUREDEIRENZNEZN 70%E LY 82%
THO=DICHART. PKU-ETZIILTI=VMEE 301 D56, BENFELNT:
D& 132 5], BEUREIL 44%(Z1EFE->THYELT-,

[F4) AH)—=27 THREINh 2002 FI]E 10 FLlEEG--BEICHTS

For—rERE
PKU- ] ]
MREKE N } A=7° 0y 7 BRAE REVATFYPRAE
=717 7=V 5E
T or—hERH 301 27 22
mEZ&HY 132 19 18
B (%) 44% 70% 82%

($FF%SILIETD 2003 EEDIRE)
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T BAENGONEFERBOMFRRERFTT L BZEDLIIT.PKU-F T

ZITISZUMETIE 1 FIFBREEEZRTEATHNDIDIZLER, A—=T L0y
REETIXHNEHLAESTR

FHROFETHY. BRERZOEHEMEN RSN TNE
j—o

[F£5] RVV)—=VJ TCHRRESN-BEDOFEWKR (2003 £)

PKU B U
N A=7°Wy0y7 FRIE NEYRAFURIE
= 7177V MG
L@k 131 10 11
EERER 1 7 1
FEEd 0 1 0
FLENEL 0 1 4
B 132 19 16
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LAL. BEHAZEAT- PKU OFHLULNEBHAFTREELGSTEY  BolER
WREZZZLTOVENEHRAISh TWA I LR REXRELRHETY .
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