ik
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A

WREZZIEE LickE

AHHE #

R DT AT AR =

EEME
AR AR B 52
BESEfE—
SRR R B
t)1IEEE
AR
PIREZF

W BERERF R v & — 8%

FE A
FURE I ARHE 25 B B
A
R ARHE RIS R
KBS
BRI A E %
(#HH)

HLLHR

B NEHE 2

HRPIRETRRAL - AR

(50 #

JIE)

JU—

WREOTEEV AT L

WA, RN OFERZ SIS, 1974 (BHF149) 4F9 A2
LGS NIz ZOM%, BWARSAEILSN, 1977F L) E, B
AR L B NEAEL LT, TROY AT ATEBIN T 5,

MO RN, 1974 FEIIATAY ==X A2 7=V r b
VIRIEE RE VAT VIIETH o720, 1976 SEEPS A — TNy
Oy FRREE, T 7 b—=RAMYE (A7 U R4 bT—1) %
B, FLT, 1977 AEER S AF Y VIER S 7 5RO A
)=V TP TbNTE, 72, 1980FE3H»HIE7 LF >
fE (ERMEHIRBARREACTE), £ L T1989 (Fut) 41 A
SIREIEEEIED A 2 ) — = FHRRBALEN, FEfSA T
Bo 19934EE LY, CAF I VIMYENAZ ) —= 2 T LS
NTHRERIZ6EBE o778, 0124E4 ANV TFATA
HBICELY MV VIE TR, 7AF= ) ansBRE 7ol
T VERMSE, A F~u VERIME, A VHEHEBRIE 27V 7 IVER
ME TR, WEHINVKRFEY T —BRIVE, 3- XA Fhra k=)L
)Y URRGE, 3-b FOFY -3- XFIVTIVE OVERINE, HhilT >
v CoA BR/KFREHR/KIBIE, MIREHT > ) CoA BKFERER/KIBE
HNZF VIV MV VA7 25 —8 1 RIBE, =HEEE
/R 3- e Fu® 7 )b CoA PIKFEHRKIBIED 13 BEHE
MEN, FHI9REDAZ ) —= v FPEREN TS,

WeAE CEREDPISR S NHEIRIL, B E B ARSI/ NER
7% ECHEERZRT S I, IHE EREIThIL T A,

VIRE

BRESAT L
mEH | BERFEEVDHZEDEM B =z ® M
le
REEIER \DHHE DB RRBTFIEFAHR
____JEEﬁ@Emgﬁ@ﬁ REEIE DHBEDEH
i s
wRemn, | BHE | [ wan [ % :
T
e . 2
BEES R | B B % 2|k I
DNHZED@EH g /) /) g :‘T% 5 | E & i B
FREECRAERR P%| 2 7|2% %% =
mE mE ] =
2R 58’ g |2
e e o | &
i
REEDRIHICL)
BEREDESDE v v
Ty
e I
i | mHaR [
ikiiliialall yryrereeres | BRR EREEORN %
HAIRREBREEREDE AE BT S A

WA PR & 201558 H)
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RO RERBEEIED
A7) — =V T HE
— VT ARANL LA ) == TRk LT -

FUSHIC
W PRI (LIT, AR 13, 1974 (1EH149)
A7 O B NFHE 2 (IHS BRI I 2x DA
T, ER) o) &15C, #HERo AN A vz
KA ) — =2 7 e AR S E B CRtR L 72,
WINET = =V b VIRAE & ARE Y AT VIRIED 2
REIZODWT ALY ) ==V T hATo T zDs, Z0H%
A—=T Nty TIREE, T 7 h—AMEB L E A
F IV VMHED STERRIZ DOV T H EiT 5 Z L1572,
V9774RIIE Z OFAIRA 7 ) — = T BN NEAL
S, HREAE, BT e iR L L CeEICE
RSB L9 2o 72h% 1993 CERLS) EI2id e A7
D UMFEDSA 7 V) — = ¥ TRGIEN SR,
FEHRIC BT N124E4 A5 5 ¥ 7 LEEGHT
(5 T A ) DERISREA S, SRR
TIED AL ) — = ¥ FRRIEEIL TN E TO4EED
H—ZE1THIIM L 720
RENTRGHEEAE R (BUEALRMER) O&RECE =,
(& C IR IR LI ORBN O ERE T A L7287
AN R AAER D 3 X2 90%) IZ DV THRIED R 7
) ==Y ZREM LT EZAS 20004E5 5 I ABIRE
e CHAE L7 B RIC W C A EBDREL A ST CA Y
)=V T RERTH IR, BHEICESTWA,
FHGTIE, 0I3FEDORIER 7 1) — = > 7 DFEREIR
& ZF DR IO TS 5o

140 B A 7)) — = v TR

FURCHR T B B 21 % BT PRABAR AT

AOU—ZV T
013FEEDIRMERHIFEIEA 7 1) — = TOXR
PL, T3 BRI EES L, AR AHRE
FETHER, TRIAMRAMREERED Y ¥ T A Ak
LRAZ ) == TRGIRIE (8 0 T 5~ A LR GH
16, B I UWERRBEERE (77 7 +— AUl
iE) VEREOFHNTHRET, ZOFEMER1IIIR L7 2
DEIZIZY ¥ T AR AFELRAY ) — = TAPRIEHE
(& O T AR A2BMGERE 65 bEEN TN D
NROY S A C VD AN S B/ ¢ OF T/ Rk =11 b
FLThDHIEDLREMIIGLERTH S,

A7) == RGN O ERE T AR L 728
WCh b, EHRS~TH EEN/HZ1IHE LIGE)
DN 27 & 2> ST L THE S N7 RZIR A MU & A
ke L, &k S ARSHBER AL & —5ilc
Bk SNT-MROBRIMARGE, AEFNTOOMH T
DO ERMERL ThOMEE1T> TV,

MRS WIIEIGAR) Ofs g a /21 IR L 720
T 3 FRAHIRE & AR EE S X OWRIAIR
R BEEFEOMIRRANL Y > 7L< AFETITV, 732
IBRET INHNV=F v (EEED IV =F 2 R ET) &l
EL TS, 73/ RS EIEOWIRIA Ch %
RLEE, Edlidks o~ v 57 14— (HPLC)
Fx F TR L A2 T> TV de A
PRI AL RE & IR A HE O R Nl TRy
RLISEICIE, ¥ o T AR AT I T A v
k75 7 E R (GC/MSHE:) & Fiv TR —H#efklz

FEHERTRIES S ER 2015450 445



=1

RREICH T B AERERBERREORRER L HIERLE

(2013 )
BREE 2T - INEEE BRI % k5B 2 EEfE EEREREERET I EEEEE
T bURE (PKU)
Phe > 180umol/L »*2
Phe > 10.0mg/dL (HPLC)
o175 M (HPA) Phe > 2.5mg/dL (HPLC)
L, e = Leutlle > 350 »*> Val > 250umol/L
7@ 7 7v¥EYIRE MSUD) # Leu > 3.5mg/dL (HPLC) Leu > 6.0mg/dL (HPLC)
ﬁ%;gﬁ Met > 80umol/L #
5&=E S . et umo pD
FEYZXFURE (HCU) Mot > 1.5 mg/dL (HPLC) Met > 4.0 mg/dL (HPLC)
SRy mETR (Cit 1) Cit > 100pmol/L Cit > 200pmol/L
FIEZJ ANTBRE (ASA) Cit > 100pmol/L 7D ASA 8 (FE)
NN
; 7AEA SBILE PA C3/C2 > 0.25 #2 C3 > C3/C2>0.35 #DC3 >
/X XFNeO BmE (MMA) 3.60 nmol/mL 8.00 nmol/mL
i
1 C5 > 2.00 nmol/mL D4
NE—r-73 .
! 1 VEERMIE (VA) C5 > 1.00 nmol/mL iRl
> BHEBRIH —
5 BEE JIEIVBOAETE (GA 1) C5-DC > 0.25 nmol/mL (RTE)
it 7&E
x WAHNEFS T —tRIBE (MCD)
=
4 3 AFN7ObZNTY S RE (MCC)  ¢5.0H > 1.00 nmol/mL k%)
; 3-E KOS -3- A FILJ IR IVERIME
N (HMG)
; 887 > )L CoA Bi7k3=E4% (MCAD) €8 > 0.300 nmol/mL %2 C8 > 1.00 nmol/mL %2
* RIBHE C8/C10 > 1.40 €8/C10 > 1.00
. HBR$HT 2V CoA BikFEBR C14:1 > 0.400 nmol/mL » > )
IEBFEREE  (VLCAD) &igkE C14:1/C2 > 0.013 =
ggg HIZF LI RAIL RS X
4%E WZF LI RV RS -
DTSl %T Crr 1) wiEE €O/ (C16+C18) > 100 (RTE)
SRR/ RHE3 EROXITUL C16-0H > 0.050 #2 C18:1-0H > (4cey
CoA fik3&E#% (TFP/LCHAD) &i8E  0.050 nmol/mL =
TIJ/E
RBREE > b RIBE Cit > 40pmol/L Cit > 200pmol/L
17&E
HREER N .
% KER®E p-4 74— CRRE (GKT) Co-0H > 060 #2051 > *)
z 19&=E :
4
||) HIV=F > T XKR—-42—EEE (CTD) CO < 8.00 nmol/mL (RTE)
= C8>0.30 »2C10 >
- N C8 > 0.300 nmol/mL »2 1.00 nmol/mL T
] _ )
% e 0 vF/VBOEIR (GA-I) C10 > 0.50 nmol/mL C4~C18, C141, C181 »
% REERE RICER
z AR NZFLLT ARSI
7x7— ¢l (CPT- ) RIAE (C16+C18:1) /C2 > 0.62 »> )
AN=ZFLTINPIL=FL RS R C16 > 3.00 nmol/mL
OAh—+ (CACT) RiBIiE
#59 h—Z 80 mg/dL it #5%9 h—2Z 20.0 me/dL It
H59 h—Z-1- 1) LB
N (RTE)
s aH \ 25.0 mg/dL BIE
ES RHEBE H57 b—IME HS5T h=2-1-1 LB
& 1ER ST RS LRT 15— HEM (k%)
HIEREL L
UDP- TE X5 — &M%
wEEEsL (%)
GE) Phe=71=A75=>, Leu=A1 Y, lle=1 YOS >, Met= AFF =2, Cit=Y MLU L, ASA=TAE=/ANIE

CO= BNV =F >, C2=TEFINHINZF>, C3=TAEFZIHINZF>, Co5=C4JYNLYIHIZF>, C5DC=~NRLETIFLIHIZF>

CS50H=3 E FAF YA YNLYIANZF L, C8=FT R/ AINAINZF L, CIO=TH/AIVAIVZF>, Cl4:

=IUYXMLAIVANZF>

C16=/8V3 M ILANZF >, C160H=8 E FOF Y NIVI " IVAHNZFL, C18=RFT7AAINANZF, C18:10H=8 E FOF VA LA HILZF>

REHRTRIESA S ER 201640 H445
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x2 YERMIKRFORETE

(2013 )

MHRKE REIEE MERE PARE
73 BRHERE 738 27 v D HPLC &7
BB ESE FINANZF L 22T LT XED é;;é;ﬁim
RERrRR R R BT TIIWAINZF 22 F Lw ZEY AL F LT RED

#Z9 b—=Z(Gal)

] 557 e 211 B (Gald P GAL-RiE (B¥ 3= %) GAL-R% (B¢ %)
VR R ' ‘ _
P77 R M) AT, SN M AT -k (RE)

UDP-A 5 A h—2Z-4-TE X5 —EiEH%

IE XS —t& #BRH)

(F) 1) 12 TLEENE 2)  BREFRIAT NI ST - 3) 1 ARvOX NI TEELRHE

L BMERBRAE AT > T Do HT 7 b —AMEDIEE
IZBWTIE, AL LTH T2 b—REHTT 2
F—A1-) VA GARETHEL, SHICHT 7 F—
A1) YRV NS AT 25 —BilEoA Y
KA N T —ETHELL T 5, R TRtk Z R L
TR OREIAN BV TIE, GalRiEEE KA b T —ik
L BHEDIZNIZUDP-H5 7 h—A4-TE X5 —
VIEMOFHEE TE X 5 —PETHEL TWh, FBR
PEABERFRE S OFRIIRAI BT, wihd
RIS & R 217> T do

FOARIC BT B SE RIS A O S (7 v
M 7)) 2R1ITR L7

2013FEDRIU—_VIHH&
(D AZ ) == 7k
N134E R OIRIMEFFRERS & L T OBESIRIEREIL
392°C, 0I34EFIEZDH HDOIUKE (7T76%) H2H A7
V) — =2 TR ST E T,
BRSO RERIZ BT, M AR & T
NI ATHET, ZOPFRIGED AL h <
PRI S N7-Mh (R ) 54, FRIMEAVE 261, AH
THA101F, 2ot (R 5526 £ T HEiiE &)
61 Th o720 NS ATIHZ DV TE TN THFRIMAS
bz,
DI3FEDA ) — = TR TRIITIR L7 #
MR 10037514 C, 20124 FE 12 H~_ T 1,061 {44

142 B A 7)) — = v TR

ML 720 FIERAT ORISR, FHFEZ R L CRERIMZ K
FRL 728037 X IR 4411 (0044%), A%
PR EARATSTIF (0087%), BRBHMEICH = E it
3614 (0036%), WEEAHEE (77 7 b — AIME)
A1 (0041%) Th o720 FHRIMIRE O R, 3261
AHEERRER R L e o720 IS R2BNITILOKER
BEExZZ L TBY, A7)~ 7OxREEE L
WS NIHEBNIE 7 = =)V 7 9 =~ IilfiE (HPA)
260, x—7 N>y FIRAE (MSUD) 161, 7o
BRIMAE (PA) 361, )V & VERIAE T B (GA 1) 141,
AFvra k=) rn) v v REE (MCC) 16, 77 2
¥ —BIEEE (7T 7 b —AET#) 161, UDP-
W5y N—=A4-TY X5 =BG (T2 b — Al
JEINIY) 1BIOEF106IT, 209 L0161 (FRd DIEH]
6) ITTFHRARTH o720 SHIZ, ¥ VT A~ RA2%R
SIEBOHFNSHN=F IV IV T VAT o
Z—¥ I (CPT-T) KIELBI & ANV =F > F T VR
R—& —HHHE (CTD) 18I0 261A% R 3 7z, il
DNHBIDH B, 3FHMIRS ¥~ , LIS AF A=
TT/ VIV NT Y AT 2T —+¥ (MAT) KIEIE & 22l
SN, Y O6HITTIGIER L Birs iz, 20
KR, RAZ) == 0 7 ORGP B BT
FEI1E313% (10/32) TH > 720 AT 5 D OEEDFER S
NIZ16BID A7) — = 2 FHEOMAHREFIIR A IR
EBNTHS,
REDNAIEIZA 7 ) — = > 7 R BIA L TH5 2013
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%3

EXRMRBMEEEDOR VU - TR

(20135 %)
H B Do BRD o) MEEE o) NEEE o) 5 RHPIR
TI/BAHAERE 100375 44 (0.044) 6 (0.006) 3 (0.003) HPA 2, MSUD 1
PA3
BHBBESE 100375 87 (0087) 17 (0017)  5(0005)  GA-I 1
MCC 1
ERSEAMRSE 100375 36 (0036)  2(0002)  0(0000) (opp LAHETD
P RRE - 100875 41 (0041) 7 (0007) 2(0002) 27N ZMEL
& & 208 (0207) 32 (0032) 10 (0.010)

(B)HZI b—ZMETNE=HF7 hFF—EREBE #7577 b—AMEMB=HF7 h—X-1-ULBI)Y

WhS2RT 15 —ERIEE

¥ =T LYRE2RAV ) —Z D THEERE (RRBICEEEA TUVEW)

FEF COEBENA L) — = FREERRSITR L7
INFTIHREINIAZ ) — = Fat R BRI
3ABIT, ZOWFRIET = =)V b UFRIESSHY, &7 -
SV T = VIMESR, E A 7T ) R EE GEE
T =V b VIRIE) 3B, RET AT VIREESHI, A—
T ay THRIEESH, T h—A 1) VR Y
VT Y AT 2T —BIEE (7 7 b —AUMfE 1Y)
160, 7527 F—AMSFETR13HI, #'F 7 b — AMAE
MA456), vt CRIE6R], xF ) 7ab=)v
7)Y VIRIELE, 7OV OVERIGE T FI160, g7

2V CoABOKFIFF/RIBRE2H), =HHRER /83 b
R 7 2V CoABKFRER KIBIE LR, © AT
YMFE207BITIH o720 2RAZ ) — = 2 x5l
46IC, ZOMNERIE, ¥ MY Y RIERELS], V=T
YIVI MV T AT 2T — BN KIEER, &
W=F Y bTUAR—F —REEIFITHh o720 F 72,
HPLC 7 EORERBAATIZ L ) A7 ) — = 0 xS
DA ORHEFAETH A > MV VIFELH], 7VF
ZVIMELBIFER EN TS, BEOA T ) —= >
TRBIENZ BT DFERMEEZREITR L7z, kD

K4 HBREINRBORI ) -2 JERERRE

(2013 %)
E3 3
e wn e PERN pmisaEsR BIRORERER B
1 2z 2,920 6 Phe ; 3.0mg/dL Phe ; 4.3mg/dL S7I1ZMVT SN
2 B 3602 5 Phe ; 3.0mg/dL Phe ; 3.0mg/dL S7IZIVF7SZCME
3 5 2546 6 Leu ; 32.8mg/dL — A= 0y TRE
4 5 3484 6 C3; 5.94nmoL/mL, C3/C2; 0.32 C3; 4.85nmoL/mL, C3/C2; 0.47 JOEF S ERIME
5 B 2934 5 C3; 3.75nmoL/mL, C3/C2; 0.36 C3; 5.78nmoL/mL, C3/C2; 0.47 JOEF S ERIME
6 B 3354 5 C3; 19.2nmoL/mL, C3/C2; 2.39 — JOEF S ERIME
(FHRAR)
7 5 3,130 6 C5DC ; 0.78nmoL/mL C5DC ; 0.69nmoL/mL JIL VBRI T B
8 2 3095 6 C50H ; 8.77nmoL/mL, — XFIVIARZIVTY S UERE
9 7 2914 6 GalL ; 8.7mg/dL, GaL-1-P; 89mg/dL GaL ; 16.6mg/dL, GalL-1-P;6.4mg/dL.  #57 b—XMETE
KA MT—iE #EEY (B KA MT—i& w@XEY (k)
10 %« 3,238 6 GalL ; 1.1mg/dL, GalL-1-P; 25.4mg/dL Gal ; 1.4mg/dL, GalL-1-P;226mg/dL.  #HZ7 b—XMEME
IEX -t #EnEE (i IEXT—t&, @Bkl B
11 5 3,150 6 C16 ; 8.60nmoL/mL, CPT- Il RI&fE *
(C16+C18:1) /C2; 565
12 5 2464 6 Co ; 3.37nmoL/mL Co ; 3.39nmoL/mL HIVZFL T ZKR—
2 —REE *
13 % 1,706 27  GalL; 17.3mg/dL Gal ; 11.5mg/dL PIRRATBER S + > b
14 4« 2461 6 GaL ; 10.1mg/dL Gal ; 17.4mg/dL PIRRATBER S + > b
15 5 536 105 Gal ; 20.6mg/dL - PIRKTEER > + > b
16 5 2548 6 Met ; 4.2mg/dL — MAT RIEE

(F) MOBE: ENZRE1 BEHA TR, % Z>TLYIE2RATU-ZCITHRRE, MAT: X FFZ>TF /2 RT22R

77—t

REHRTRIESA S ER 201640 H445
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x5 EXMABMERECEERNRY -2 T

(1974 ~ 2013 )

W O BRI WERE NERE o
TR pam pmm wES  REH BENLEROWR

197 415861 1790 108 50 PKU 5 HIS 54

1981 114335 463 41 19 HPA1;HIS18; (T-MET5; T-CIT 1)

1982 114421 363 37 15 HPA1:HCU1: (H-MET 1) : HIS 13

1983 112860 200 29 12 GAL-TI 1 HIS 11

1984 110648 159 34 23 GAL-T2;GAL-T4;HIS17; (HMET1; T-GAL1; T-CIT 1)

1985 106874 172 33 20 PKU2;HPA1;GAL-TN 3; HIS 14 ; (ARG 1)

1986 103531 170 22 14 PKU1:BH41;GAL- I 1;GAL-II1;HIS10; (CIT1; HMET 1)

1987 102373 210 26 18 PKU2:;HPA2;GAL- T 2;GAL- N1 HIS 11 (T-GAL1; T-CIT 1)

1988 101487 181 34 18 HPA1;MSUD1;GAL-T 4 ; HIS 12

1989 96220 171 25 16 PKU1;HPA1;GAL-TI 2 ; HIS 12

1990 83874 172 30 19 PKU1;GAL-T 2;GAL-TM 2 HIS 14

1991 93894 182 23 13 PKU2;HIS11; (H-MET 1)

1992 92324 196 27 17 PKU3:HPA2;GAL-T1 2 HIS 10

1993 91,885 114 6 4 PKU1;HPA1;GAL-TI 2

1994 95512 83 12 4 PKU2;GAL-TI 2

1995 90,104 92 11 7 PKU1:HPA3;HCU1:GAL I 1; GAL-II 1

1996 91678 75 8 1 HPAT

1997 90793 80 10 3 PKU1;:HPA1;GAL I 1

1998 91,756 111 18 6 PKU2:HPA2:GAL-II 2

1999 90,759 136 8 2 PKU1:GAL-T0 1; (H-MET 1)

2000 98101 120 8 3 HPA1;GAL-TI 2

2001 96027 117 8 4 PKU1:MSUD1:GAL-T 1;GAL I 1

2002 95631 161 17 6 HPA2:GAL-II 4

2003 94977 188 17 3 HPA1:GAL-TI 2

2004 92,897 228 18 5 HPA2;MSUD 1; GAL-II 2

2005 90784 199 7 2 HPA1;MSUD 1; (T-MET 1)

2006 95321 177 12 4 PKU1;GAL T 1;GAL I 2

2007 97295 198 21 2 GAL-I1;GAL I 1

2008 98964 187 23 4 HPA2:MSUD 2

2009 99929 137 13 2 PKU1;HPA 1

2010 100409 95 12 3 PKU1;HPA1;GAL I 1

2011 98593 94 13 5 PKU4;MSUD 1

2012 99314 213 33 11 PKU2;HCU1;GAL-T 1; GAL-TI 1; PA 3 ; MCAD %8 2 ;
TFP/LCHAD RI&fE 1; (¥ bY L RIBE* 1 ; CPT- IRIBE* 15 H -MET2)

2013 100375 208 32 10 HPA2;MSUD1;GAL-T 1;GAL- T 1;PA3;MCC1:GA I1;

(CPT- I #&fE* 1 ; CTD * 1)

PKU 35 ; HPA 30 ; BH4 3 ; HCU 3 ; MSUD 8 ; GAL- I 1; GAL- II 13 ; GAL- Il 45 ;
PA 6; MCC1 ; GA- I 1 ; MCAD R{BfE 2 ; TFP/LCHAD Ri&fE 1 ; HIS 207

(¥ M) > RABAE* 1; CPT- MRIBAE™* 2;CTD * 1;CIT 1;ARG 1;H-Met 7; T-Met 6;
T-GAL2; T-CIT 3) -+ () NOFERRHKICEEEHEW

(GF) PKU=7 z ZJv4 b FREEHPA=57 1 ZIV7 5 = 2 MfE;BH4=E+ 77 1) > RZE  HCU=KE L X F 2 fRIEE;MSUD= * — 7). 0Oy TRIE:
GAL-T=HZ 7 b—ZX1 U BI)IININSLRTI5—EREEGAL-T=457 ¥+ —EXRIBE; GAL-MT=UDP A5 7 h—Z-4-
IE XS —EXRIBE:
PA=70E# VBEIIAE; MCC=* FIL 70O b=V T U S U RIE: GA- T =7 L2 JVERIIE T & ; MCAD=h$H 7 2 JL CoA kR
TFP/LCHAD==8Ef% /K 3- & FOX > 7 V)L CoABkFEER s HIS= £ X F ¥ > ME ;
CPT-I=AINZF LI MILFS2RT25—HEN;CTD; AINZF > hS L RAKR—2—BEE; CIT=> ML > MfE ; ARG=T L
X = 2 MJE; Met= X F 4= > IMfE ;
H=8:T=—8M4: *=2>F LY XE2 RHGKE

3,659,806 7,442 776 354

<M REBOHE >
1974 ~ 1975 £ 2K®E 7T MORE, REYVRFURE
1976 £& AFRE 7SI MURRE, REVAFURE, X -0y TRE, H57 b—XME

1977 ~ 1993 £ & 5F®E 7T MURE, REVAFURE, A—TN>0Oy TRE, A5 7 b—ME, & XF T 2 ME
1993 ~ 2011 & 4RE T T ZIVS NURE ARV XFURE, A -0y TREE, 57 b—XME

2012 FE~ 17HE S R10SFATRET R Y—= > THREE 16 KB) £H5 7 b—XME (1 5K8)

SR 10469 NICLADEGTH Y, ¥ VT A~ DEETH -7

A2UMBRIEETHH Y M) AEEE CPT- ILKIEE YA ) == TSR DRI DN T
BLUCTD & 7- b D5 RAHREIL8654 NIZ1A 0134 FE D 2R (Rl Ar 8/ AR $) 13913%

144 WA 7 ) — = v AT W THESHSESR 20154 F445



T, WF54M (2008~ 20124E) DZBERIZ LN
933%, H3%, 929%, 926% ,925% T -7z,

BEEIEICDOVT
RETIHIELWAZ ) == ZEFT) 720DI12RD &
) REEER A To T b,
(1) PARRAR S PR
L [A—OWFC X A FRlEOEE
FRMERHEERESMICBN T, BEELRL
7RI — OB CRIIE 21T > T\ %,
2. B BMANEC X AR DI
7 X BAHMRFEIEORAETIE, & TATA
FECEY %R L 7RI DV CHPLC i TR R
R, ARBRAHREOBREICBVWTE, ¥
VT AR AFETERE &R LIz ERORIZ O T
GC/MS & THERA 21 T> T o
3. FRUEEPIGEEC X B
JeRERBRERAESBBVC, AN, HE
BN, SR PR -EEO S 2 Fld 54
WA O OREEHEZTo T b,
4. BEWERIC X HEH
BRI H AR AR A NERE & AR Rk
SELS- SNz BE DI & AR (FIFEH RIS
NIHefk) 2 FIGC, 7 3/ BREB S HTEHCllE L
7o I EEfEE, ¥ VT A~ AEB L UHPLC
ix BV ClISE L 72 AL 7 X 7 R & i
LT, % Y7 h~ AL HPLCHEDIFERE OB
EfTo T,
5. EHARIC L B
T3 EACHEEAE L T 7 b — RIMFEORAT
T, HARNKREEGSFERA Y ) —= 2 7
FeBA%E Y v & — WO A MEEEREZ Vv, A
PERR A S HE & IR SR 2 L O T
(&, KEWSH TP > & — (CDC) B A il
TEERRfA % T, X — REBEIXE: & CRE R
BAIT-> T\ D,
6. WHEBEHENE & 7S

REHRTRIESA S ER 201640 H445

®6 ERMABMEBEORRE

(1974~ 2013 )
&= & MEREHR REH HRE
TV N UFRIEE 3,649,806 35 1/104,280
271V TS =M 3,649,806 30 1/121,660 11/53,674
EA 7T REE 3,649,806 3 1/1,216,602
KREDZF UREE 3,649,806 3 1/1,216,602
X =7 ay TRIE 3,633,600 8 1/454,200
I#& 3633600 1 1/3,633,600
HZ 7 h—XMEE TH 3633600 13 1/279,508 {1/53,256
Mm% 3,015,189 45 1/67,004
7O+ > B MmiE 199,689 6 1/33,282
AFNIARNZING Y)Y URIE 199,689 1 1/199,689
JIV 2 )VERIMAE T B 199,689 1 1/199,689
MCAD RiE8fE 199,689 2 1/99,845
TFP/LCHAD “Ri&fE 199,689 1 1/199,689
& &t 149 1/10,469
(8) #>FLYRE2RRAY Y —= > THREBORRE
(= 1®B) (ERER) RER (BREK)
v M) U RIBE 199,689 1 1/199,689
CPT- I Ri&E 199,689 2 1/99,845
HNZFL RS AR—2—BHEE 199,689 1 1/199,689
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BEE) EREsR, ChETllhizbhbholis
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SRR BRI BO NG, AR HEMDa >
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25) O 1S L CHTHER & Uil SRS i
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%<, MGBEBORRRIT R BHT - BHRICBIT 5
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OB CHINLTB Y, BEEEENSR
72002, TS SAGERBHT - IERICEBL TV &
7ot EZTnb,

PAERAZ ) —= v 7 OBEO B[ BE RS
5T ETIIRL, BEEEEPOHH ZLIZHH L
I<EbLITEY, UENid ZosSHELI T2 L
D LIEAE, —EOHIHTIZR 7)) — = > RS YA
ENB LI TWAIEDD, WOHTEFDOSED
bOEREE X TAIZ,

EC, [BERFERTHI L L [BELEEISHK

146 B A 7)) — = v TR

) 2 Lo ENFETE  DADTERL, BYEL
TWBDED ) dre RED XD LM HERE O EH LN
FEREADHELIT L B ERAL, 1IELVWREREHR
HTHILIIHBD, OB, LT IUTbILDbIUC
Lo THEBERERTAZ LITRLCEELWVWC & Tl
Vo LA, BELTEEIATHD, LIL, KRR
7)== 2 7 TR SIS LEEOHIIL, f6EE
A 2 % 7R3 BRI E ORI H i 8 X 2 & IR
WESEFEILLTCLE DB, A7) —=0 7%
M HEWT - 16 E TR I ATh 2T Uud e 6720 \n»
B o7 b, BEEFEENOHD Z LI TES
%I ETId R, HOHMERD72OI2IE, A7) —
= TR E N BIUSRE OB R L, S
BIDA L — X708 LY 2 BB DT + 0 —T v TH
WIHE bbb, DIVbND X ) RIRgetEBE b 5
170 Flek & BEE BN, 2 L CRaEC@Eb) Zexin a3
KOOLNDLDIE, ZDX) BERDVDZHHITENR
Vo HEAROBAEILA 71) — = 2B B K B
BIOMHE L7 ) BEFC, Z0#RELT, INET
DERA ) — = FTRERAEINZEZOTHRITT
b RIFE OIS EZIT T, L L, 0134FFIC
WD TOFHEARB (T4 DIEFI6) % #E5T 5 Z & 12
otz ZOBNIHAERMFERT, fmbitoEME
HEHERE7 S FRTIIEOREEAT K { 2oV & Dsiig % 21
THY, MRS O AR WIERRE) &5
FIEEHRBEEE A 5 OIRAYE U H IR 2 7 Y T AT A
& GC/MSETHA LR, 70 ¥V RRIALE &
HISE SN, WIS HICZ0'S % TEERHR | s
L7278, $mlZi3E S o Tze MM & LTk
RO )% L7720 ) 7205, B ERTE kdoz
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JC R HUIRPR AR REAR T

it (CH) @

HrAEWR A7) — = ¥ 73 R

(FU&IC
1979 (Hi154) 47> 5 REZ X B SRR %

R TMEDOH LR~ A - A7) ==V 7R s
BENPM L T Do FHIZER, WRKICL - T

JeREHURIEF I THIEOMBE T IL, v A - A2
) — = ZBIRLARTIC ORI CEGE L T\ %,
R TR S (DF, A& 2B 55K
PEFUIRBFEAEIC TREA 2 1) — = & ZINEFRI e &
NTWBY, BROZLE & O ICHi7- R BEL AL
TBY, RE/NEAZ ) ==V 7RClk, A7) —
SV T VAT AOYEED 2O & xtin & T
Wb,

REFTIE, 2013 CPBL2D) DAY ) — = T
DT LOERT,

20144E6 HIZ, HA/NRNGW SR EHAT A -
A7) ==Y TS, S REFIRIE R T
JEXA « A7) == 74 54 (2014 4£4E]T
OV & Tz, COUETIMO—IEMMNL, K&
DA+ AP ) ==Y 7Y AT AOBIRO M- %
Y EF 5,

2013FEDRIYU—ZVITHiE

RKENT B 5 20134FEED S RYEFIR A AR T e
DAY ) == TR R <%,
(A2 ) == 7 )

HIAEEE £ T & FIBRIZEZIG: A AR A O FIRBRE A V€
> (TSH) % #ll5E L 720 TSHIZ, ELISA#: (x> ¥
71— FNeo-TSH, ¥ — XV ANVAFTT - ¥4

REHRTRIESA S ER 201640 H445

¥ R K F

RRUFEMARERER > 2 ¥R

T AT 47 A4) TllE L, #IERGEMEAS AL
38—t 2 & A VLA DREIZ DWW TRNE 21T\,
MFEFTRT40uIU/mL D k% 7R L7238 1 1SRG
FiAt, 15~40ulU/mL OS5 & I EFHRIE L72e T
FRIMPB X OF 4 SRR IZ DWW T O E k2 R 1
2R T . TSHigEFIRIE, $XTLmEs 16451
CIMERERAIIRE L CERL TV D, T2, W
[ERAEMEAS AL 38—t > & A )V IR ORARIZ D W
TIE, #EEY A 0¥ > (FT4) # ELISA#: (=~
FTL—=INFT4, P—RAVANVATT - 54T
T AT 47 AE) THEL, ZEMEE Lz, #iL
JEBED B OBARIZDOWTIE, TSH & FT4DTH %
HE L T2, L B o 7ERIZ DWW TIE, TSH
e & HICFTES AR o & T,
HEROFT4RMEMEZ, 8K 10~30ng/dL & L
TEA, BRI L Cuiev, FR2ICTEM L
A - RIMHE FT4 DZZ 2R T2, 72720, C
WIH FTLBEMETH Y, LM TIEAR V.
) A2) ==V FiidE

FREHNDA 7 ) — =¥ T ETRIITRT, 2013

R1 ERMPRBBEETER Y V-2 THEEE

HEIA&R BRmAgE B2 R Mi&K
TSH >40 : IEERE >20 : BHEIRE  >8: HIRBERE
(uIU/mE) 15~ 40 : BRI 10~ 20 : B#kMm
MR <15 E# <10 E# <8 E®

GE) TSHIRERRIE, TN TMEREEMICHRELTRLTVS
TTSHERI3/X—t > 21 ILDBDICDNT I, BFEY 1 OF 2> (FT4)
FRAELBEELTWVS
BIRMAEESEYU B L TWBI5E1E, >8E4REERELTS
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EEOHMA L) — = T A R4 T

WILEFED A Y ) — = > 7 ORBAEIZ 100375 A
T, WA CHIREA & 7 5 7205729 A (0029%) T
Ho72 (K3, 4)s ZOHIZIETSH>100uIU/mL TH
SREEAWE L 2 b2 — AH3 1461 (0014%) &
FN T/ (5R3) . FHRIMAKERUL641 A (065%) T
Hotz(F4a),

20004F-BE A H AR RPE CHAE L 78 B Asin b -
727z, 20004 EEOFMAEL (98101 N) H31999 45

ZHART T2 BN L 720 2001 45 £ 13 20004F FF |2

HART2074 N L, 2002~ 20054F FE 13 & 5 128,
PL TS, LAL, B HAERIE 2006 5EE DL
PR IMEM E 2 D 10T AN ERZ T\ b, TORER,
20134 EE DRI (100375 ) 13 2005 4 FELZ T

R3 FEFIERMEFIREREEE

9591 AHEIIL T\ % (R3)o

20134F £ 0 TSH15uIU/mL Bh _E o 4 7113565 A
(0563%) TdH v, FFHRIMAKFE L (TSHI5~40uTU/
mL OF) H3537 N & RRHAMEN Th %, HfEh &
725 72 (TSHAOUIU/mL A ) $0d 28 N &, =i

*x2 Y 1OXY > (FT.) OERBEES -
BRILB &< BT 5FHE (M) &£-25SD1E
Hi B
TERRBEL 4~7H 8~14H 15 BLUE

(JE) M—2.5S8D M M—2.5SD M M—2.5SD M
(ng/dL) (ng/dL) (ng/dL) (ng/dL) (ng/dL) (ng/dL)

~25 <0.20 0.58 0.36 0.74 0.41 1.31
26~ 31 0.39 117 0.67 1.68 0.72 1.59
32~35 0.77 1.72
36~37 1.26 227 1.20 222 0.86 1.88
38~ 1.43 243

EDXI ) —=JHiE
(1980~ 2013 )

AN K E TSH E 3

TSH 15ulU/mL

—_ 0, ab,c
T ifff;’ A R e o TSH ulU/mL (%) ko s s
* TOREH O (%)° 15~40 40~100 100< (%) °

1980 139,953 112,453 3,539 (3.15) 5 (0.075) 8 (0.007) 13 (0.012) 106 (0.094)
1981 136,756 114,335 3,722 (3.26) 126 (0.110) 12 (0.010) 6 (0.005) 144 (0.126)
1982 133,776 114,421 3,587 (3.13) 143 (0.125) 8 (0.007) 16 (0.014) 167 (0.146)
1983 132,050 112,860 3,701 (3.28) 189 (0.167) 9 (0.008) 8 (0.007) 206 (0.183)
1984 131,151 110,648 3,593 (3.25) (0.127) 9 (0.008) 16 (0.014) 166 (0.150)
1985 126,178 106,874 3,581 (3.35) 154 (0.144) 12 (0.011) 9 (0.008) 175 (0.163)
1986 121,745 103,531 3,278 (3.17) (0.233) 7 (0.007) 13 (0.013) 261 (0.252)
1987 118,509 102,373 3,352 (3.28) 233 (0.228) 12 (0.012) 7 (0.007) 252 (0.246)
1988 114,422 101,487 3,288 (3.24) 300 (0.296) 10 (0.010) 9 (0.009) 319 (0.314)
1989 106,480 96,220 3,296 (3.43) 286 (0.296) 17 (0.018) 4 (0.004) 307 (0.319)
1990 103,983 93,874 2,993 (3.19) 412 (0.439) 16 (0.017) 10 (0.010) 438 (0.466)
1991 103,226 93,894 2,991 (3.19) 490 (0.522) 18 (0.019) 10 (0.010) 518 (0.522)
1992 100,965 92,324 3,069 (3.32) 460 (0.498) 14 (0.015) 15 (0.016) 489 (0.529)
1993 98,291 91,885 3,197 (3.48) 496 (0.540) 21 (0.023) 10 (0.011) 527 (0.574)
1994 101,998 95,512 3,225 (3.38) (0.630) 16 (0.017) 7 (0.007) 624 (0.654)
1995 96,823 90,104 3,012 (3.34) 446 (0.494) 11 (0.012) 6 (0.007) 463 (0.513)
1996 97,954 91,678 3,011 (3.28) 513 (0.560) 18 (0.020) 14 (0.015) 545 (0.594)
1997 97,906 90,793 3,032 (3.34) 630 (0.694) 22 (0.024) 12 (0.013) 664 (0.731)
1998 98,960 91,756 3,071 (3.35) 619 (0.675) 19 (0.021) 13 (0.014) 651 (0.709)
1999 97,959 90,759 3,025 (3.33) 727 (0.801) 24 (0.026) 15 (0.017) 766 (0.844)
2000 100,209 98,101 3,590 (3.66) (0.888) 30 (0.031) 20 (0.020) 921 (0.939)
2001 98,421 96,027 3,479 (3.62) 707 (0.736) 21 (0.022) 18 (0.019) 746 (0.777)
2002 100,117 95,631 3,229 (3.38) 654 (0.684) 22 (0.023) 14 (0.015) 690 (0.722)
2003 98,540 94,977 3,236 (3.41) 634 (0.668) 12 (0.013) 15 (0.016) 661 (0.696)
2004 99,284 92,897 3,080 (3.32) 603 (0.649) 26 (0.028) 18 (0.019) 647 (0.696)
2005 96,553 90,784 2,980 (3.28) 643 (0.710) 26 (0.029) 15 (0.017) 684 (0.753)
2006 101,671 95,321 3,190 (3.36) 719 (0.750) 25 (0.026) 16 (0.017) 760 (0.797)
2007 104,527 97,295 3,201 (3.29) 652 (0.670) 14 (0.014) 16 (0.016) 682 (0.701)
2008 106,018 98,964 3,320 (3.35) (0.688) 15 (0.015) 14 (0.014) 710 (0.717)
2009 106,015 99,929 3,296 (3.30) 808 (0.810) 18 (0.018) 15 (0.015) 841 (0.842)
2010 108,098 100,409 3,244 (3.23) 739 (0.736) 22 (0.022) 17 (0.017) 778 (0.775)
2011 106,500 98,593 3,160 (3.21) 665 (0.674) 16 (0.016) 22 (0.022) 703 (0.713)
2012 107,401 99,314 3,139 (3.16) 528 (0.532) 15 (0.015) 19 (0.019) 562 (0.566)
2013 109,984 100,375 3,168 (3.16) 537 (0.53) 14 (0.014) 14 (0.014) 565 (0.563)

) )

it 3,702,423 3,356,398 110,884 (3.30

16,733 (0.499) 559 (0.017) 446 (0.013) 17,738 (0.528

(%) a: TSH® cut-off {13 1985 FE % T 20pU/mL. 1986 FEREELIE I 15uU/mL
b: TSHEIE IR, 1987 FE £ TIRRIAGAZ 1988~1989FEIFRIAY > K1 v Fik, 1990 & V) ELISAZE

c: (A, FEREL>Z—TOREHICHTS%

148 WARA 7 ) —= v Ttk
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x4 AREXMERREREETENZ 7 U —Z> T

(20135 %)
YT 3
5 W om EHE R @ AiE BRI
REH 2EH REH fAazs (%) Mgk BN WERLY 5t
4 7,770 163 248 57 (0.73) 3 6 0 9
5 9,009 175 290 72 (0.80) 2 4 1 7
6 7,975 148 249 42 (0.53) 3 7 1 11
7 8919 164 273 41 (0.46) 3 2 0 5
8 8980 158 288 57 (0.63) 3 3 0 6
9 8452 157 264 41 (0.49) 2 1 0 3
10 9583 152 301 43 (0.45) 2 4 0 6
1" 8,364 161 269 47 (0.56) 3 4 0 7
12 8,295 151 259 46 (0.55) 1 3 1 5
1 8,544 153 265 56 (0.66) 3 8 2 13
2 7,190 120 233 80 (1.11) 4 12 2 18
3 7,294 147 229 59 (0.81) 0 10 1 11
&t 100375 1,849 3,168 641 29 64 8 101
(%) (1.84) (3.16) (0.65) (0.029) (0.064) (0.008) (0.101)
i TH 2 (FR3)o AR, BN 2 5 07, EER A
IERAEMTERA P OLB % A b &, 2013451, WROZALZ D%, WEF v P OBEL O 20O X

6H. 1H. 2H, 3AIZI0ALEEZH 5 72(5R4). ) BEIZOWT, SRS BITMEEZINR 2 VE DB % .
20044F20 5 201340 EE = A H L, EO6H~9IH)IZ

P, Z(12H3~37) IZZWEEAA SN (H)o FRMEFRBRBREETEYR - ROU—ZUTH
C OFFEVEEHM 2 ERS 5 D%, BRI TH %o 1 K542 (2014 FiEThr) VICDWT

FER IRV BRI SRR T FE D BB F A A1 19984 HA/NEBNGMFER T A « A0 ) —= v
%<, B LoD, HHWIE, TSHOWESS FRAESIZE ) TEREFIREEREE TEY A - X
0 10/ D A B ZaERIER
140 (2004~2013F &)

120

100 | i

[o0]
o
T

(o))
o
T

SRR 3 O X0

40 |

Hal il L

4 5 6 7 8 9 10 11 12
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I ==Y T DHA FT A (19984E/) | AR &
N7z ZOHBRIFE ST RIS 2 S,
HIRETF12, MAMIOMES 2 LSS MICENTE
720 F L TI9REEMD I A BT 4 > DYETHTH
M, 2014456 HICHANENGBF R E BRI A - 2
1) — = v AR CUGETA SR Sz,

UFIGEEIREAZID FiF 5,

(DR ETDEE - THREL L CTERFEMEIFR R
JIR % BEAK T 4% (congenital hypothyroidism : CH) | &
V) HFEER VTV Ao

[7 VLT U] &) EEAE, ECHwsRTw
B\ £ THRIEMOFEL PO B[ 7 LT Vil &
BT %2 812 L7

[220AE R~ A - A7) —= v 7 OFEE ] & LTLL
TOREHEREL TV 5,

(2) T221. CHD~< A - A2 ) —= > ZIE TSHElEZ
L0AT9H . BIRIZHE42 56 CEN7z2H%0H &8z
) (B MERA S BRI S 72 A AR & iV CF T

) EERNEIET D, B, AT TSHAEI R &
LCRMITRET b0 MIFFROYEIZEIMETR b
BERET %o FIAERIMAMAA T TSH AR R e (15~
30mIU/L) % kAl - 72380 VR I B #ids & HIE L,
F BB TED S NIRRT & H0A 2
THEEDH RIS B,

[2:2-2. TSH737515mIU/L OEOH5413 2 ] B
& W IEERIMLEEFRARBE (B L, 28] H R A4 TSH
ESE~ A - A7) — = T D v N+ 7
UL OISR BT S8 &35 2 L 2T
%]

FEAROBIRTIE, TSHREFRIE, 3-XT2Ill
% 1685 L CHEREHALCIGE L TR L T2,
ZERIZHRTY, MEFRE LT 5DIIHLEH &
WENNEDARD & ) Th Do [ AT TSHED 41
FRNIOWTIE, 2ERLEOT— ¥ THETE1T 72
WIZY, SROTA KT A L7258 TREDR
B ZZ HA

TSH % £IfFTR L 72356 O e EL RE IR,
I EIFR MG C O TSH b P (RSB s o5

150 MR ) — =2 gt

HEAE) |ZEHEClE26mIU/L CTH Y, HA KI4 >~
D15~ 30mIU/L DHFIZ A>T b,

HA K54 2Tl TSHA 75~ 15mIU/L OfEOH;
A1 2 [ H BRI % #D R IR ARTE L | & B 5
7%, BEHBTIZ10~25mIU/L &, FHRIMOIEREIZR
REODFEL o Tbe 72, HEHTIXCHD
TSH# v k4 7fili% 25mIU/L & LCTWA%, F v b
FIEIZOWTIRET LGS L TB Y Y, ST A F
FTAVZHLUTOL)IZFHEN TS,

[ TIZCHOTSHY v k% 7% 25mIU/L
EL, ZOMERREHEL Cb, YA A7) —
=7 L HigEA L o 72DIX3BNT, 2028
ADSEREBIIGE L, TADERECH o720 Kbt
16N, HEEHGEL T 525 RERMEEDT A, —
WED HUIRBRBE AR TIEAST A, IEESANTH - 720
HIFEEAE D # v b A 7% 30mIU/L IS B S872
Y&, B ADIGHEDEND Z L1072, ]

S OIZHEEROMETTIE, [T 4 Bl & o3
#% TSH>5 u IU/mL 75 >10 u IU/mL~5 | & 1T
% &IEH (abmlE) 15 AH 12 A (80%) A% tsl 72 i &
TNLZ b, Lo, RENGEkGHS AP
N IR AR SN D] 2 & B IEL T 5,

S A - A7) == 7 TOTSHOME, FHF
MEEETOH v M 7EPEETHR— S5 Z &2°
LW, FOOICRMEREOR—E L HITK
B e AL T L 72 B
(3) TSH & FT4 D FIEHIIE DA

LEDOH A K54 »Tld, TSH & FT4D[REEIE
DEREIZOWTIRUTO LA IZHENTHY, 4%
OBEREEE L T2,

[223 TSHEFT4% M ICHIEST 5~ A - A7
1) — = 2 7 TIPS R P IR IR RE AR T e % 58
R 2HEDSEETH LAY, TSHOADTA - A7 1) —
= ¥ TIPS R M IR RE I T E A FE L C
RV EEEET D,

[OAETO—EROHIHTIZ, TSH & FT4D[F
WEAIT, TOFMAMAHE L T, TSHHFT4
HSED A1) v b D—2IF\Vbw B FHARME Q%)
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R5 2MIRICKZERMERIRBRBEETER Y V-2 THERSE

#180% T, SLLDMENTHILE

E R L 72o HF121,000g A YE £349 %

EIEE BHMmARE B 2 $R A&k
TsH >05 | FRERE 12 HERE >5 : AEERE
(uIU/mE) 9~ 25 B 6~ 12 : BiRM
MR <9 E# <6:EE <5 EE

EERZTIE T TWAHIRTSH -
720 MIEIERIN H 5 IZ P15 HLL ETH

GE) TSHEMIS/A—E> 21 ADHDICDONTY, BT rOx> > (FT4) 2HIELSEE L

w3
BRONPEESBLUEZEBL TW35E1E, >S5 eRERELTS

B L OHUR TR (BURTE) O HURBASBEAC T HE (HAX
PRI RVEFIRBE AR THE L SRR SN 2) AR T
B I ETHDo HHRESERIEFIRIEREAC T E D%
AL, 20002004 4E DALY S O TIE 13872
HEELZ 14, AL & 1) O % T3 30,000 H
K214 TH o7z MRENEOYAILFTAE0 g/
dL (MiEFR) & RO DEE v b+ 7EICHRH
LTWa720, BEEMEL o TV A REEDS 5,
F 52 FhHD005EEDOWETIE, 16404142121
DI T o728 LT\ 5, ]

(4) Rl - AR AR E R ORL)

Rl - AREARERONY o izonTid, B
TOLHIHEREN TV,

[2-3-1. FLEl - ARHAEAREN (HAEARE2,000g £
i) OFAERIZOWTIEHE4~6D 1 H~ A - A
7)==V IPIEETHH-ThH, 2AHTA - A7
V== 7% OFEBL A, F7213@FEH2500g
V23 L7z ell], QBEFRR: & BB 3 2 B o3
PERVIEENAT ) 2 & 2 HE3ET %, |

RETIE, 20104FEE & 0 A A TR JE 2 1] H #R1fi
D EZEA & 1) BIER LAS RS # % ZLHEAE DA O
WA TIERE ] &30, THERBIE L. Ih
2 &) R 2 BRIMOE % B2 2 &8
T& 720 2011 SEOMESCUE 2 0] HERIMSESizEATF 72

REHRTRIESA S ER 201640 H445

N, FETHEFHL TS HEGLHD S 64
MR AEREIRIIZEE L WIIRTH 5
CEHIRIBE NIz, 2011 4EDOMETT 2 A
H 3R IMARAR A & 55 TSH I MR A6 41 7
Oholzl ExATH, 20 BRIMOFEmED M L
WEIELEZ 5,

dBHbIC

R MEHIRB S MEOFAE R~ R - A7) —
=7, bOETEL OEREHIT TS, Fik
B~YA - 27 ) == 72235 RICE 5T, &)
BN CTEIDVERGAI ) ==V TV AT A S
HIEN, MROBWTH D, ZORARKEHIZHI >
T, Sh b BIRGERER & o L 1 sk, —>
OEOMERZUE L TV LERH L EEZ S,

SEN A

1) HANBH G FES AR — 40— http://jspe.
umin.jp/medical/files/CH_gui.pdf

2) IR, B, BRHAT REE WL SR

B, AHDGE @ B o HUIR R RE. R EE
B35 1 1623-1627, 2005.

E)N I S 01V o M N i i A = W
BHE— #EEE AR BT R
O, ORI R RIS BT B ISERMEH
IREFERRIKTRER 7 ) —= > 7Dy M+ 71K
OIE,. HAR A« 27 — =¥ 7555621
29-35, 2011.
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T RERE @I D
AR~ A - A7) — = 2 T FEEGE

BB H R —

RREMEHAFAFRER AR SMER

[FUHIT EAEDHERDEFIHN - T, VIBEFEORGEE LT,
TR VERIB BIZRL (21 — KR bR KIRELAF, O INFTOAZ ) —= 2 FHiE @ 0134EFED A

CAH) FEW~ A - A7) — = 7131939 (F164) 48 7)==V FERERLE ZFOBEE, @ 13EEORE

1A XY SEICHIFT SN, 2013 CPL25) 4EC 244Eh° BASEOME, @ 0134FEDOA Y1) —= > 7R &

ol %o Wb PRI (U, &%) 75, 4% D, W ODDRREEIZOWTULI TS,

TICAZ ) == 7% LRI FEIC 2207 N %

W2z, TORRILLIREH S ENSABIETH Y, £ INFTODRAIV—ZV I

DF—¥ &EEHT A L1E, HAIZBIFACAHD X RIIARZII B B BIEE O RHAREL, IR

7)== TS OHRE L7256 T 8k b, Mg e R, B L ORI 5 2

®1 EXRMBEIBEMREDNEERNR T U —=2 T

(1984 ~ 2013 )

2TD o % — . % FEERERICHT S
g & prei BIRME (%) BEREH (%) BRHE(%) BIEHOEL (%)
Pilot study
(1984, 1~ 1988. 12) 132,289 748 (057) 42 (0.032) 11 (0.005) (26)
1988 22,199 31 (0.14) 6 (0.027) 2 (0.009) (33)
1989 96,220 115 (0.12) 32 (0.033) 5 (0.005) (16)
1990 93,874 213 (023) 30 (0.032) 7 (0.007) (23)
1991 93,894 173 (0.18) 14 (0.015) 2 (0.002) (14)
1992 92,324 247 (0.27) 25 (0.027) 3 (0.003) (12)
1993 91,885 223 (024) 24 (0.026) 8 (0.009) (33)
1994 95,512 274 (029) 20 (0.021) 6 (0.006) (30)
1995 90,104 276 (0.31) 17 (0.019) 5 (0.006) (29)
1996 91,678 271 (0.30) 23 (0.025) 6 (0.007) (26)
1997 90,793 273 (0.30) 17 (0.019) 4 (0.004) (24)
1998 91,756 246 (0.27) 19 (0.021) 7 (0.008) (37)
1999 90,759 311 (0.34) 15 (0.017) 3 (0.003) (20)
2000 98,101 404 (041) 28 (0.029) 1 (0.001) (4)
2001 96,027 428 (045) 13 (0.014) 5 (0.005) (38)
2002 95,631 456 (048) 13 (0.014) 1 (0.001) (8)
2003 94,977 381 (040) 15 (0.016) 4 (0.004 ) (27)
2004 92,897 461 (0.50) 11 (0.012) 1 (0.001) (9)
2005 90,784 510 (0.56) 16 (0.018) FKIER ( ) (?)
2006 95,321 530 (0.56) 20 (0.021) KR ( ) (?)
2007 97,295 571 (059) 20 (0.021) 5 (0.005) (25)
2008 98,964 570 (0.58) 15 (0.015) 4 (0.004) (27)
2009 99,929 494 (0.49) 14 (0.014) 8 (0.009) (57)
2010 100,409 476 (047) 17 (0.017) 12 (0012) (71)
2011 98,593 456 (0.46) 6 (0.006) 3 (0.003) (50)
2012 99,314 590 (0.59) 15 (0.015) 3 (0.003) (20)
2013 100,375 656 (0.65) 29 (0.029) 7 (0.007) (24)
Fol'§ 2,531,904 10,384 (0.41) 516 (0.020) 123 (0.005) (24)
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NHOFE, FEINIERME ZOF EEHREK
VxS 2 BB OSEIE AR L7z,

AR/ S Ty b A% 7 1 BRI A 5 20134E
F IR SN BRI B REZ T D 0o
722005~ 20064 B & B { £ 123 AT, Z DML
1/19072 (123/2345799) T -7z ZOHEIZB B
RFETME L b—3L, Fo—EOBMICH S,

2013FERIVU—_VIRHE
(L MR
FRERIEBIBIEDFERA 7 ) — = 7B
\F % AARINL7 — OHP OMIsE STk, FIEHRIMEG A
THERIMIEME, WEMRERELEE, S TEBYE
BEG—RAVANVRT T - 5AT T ) AT A7 A
HEE Y ) THEZTT, EA23/3—t ¥ 1 VE
T Lol kL, SHITHIEIC L > THERTT) -
L 760 PUR & F V72 17-O0HP D-ELISA 5
IZEBMETH S,
(2) PRI, ZEREHas
20134F & D 2 A MR 12 100375 44, RiI4EEE &
b 1061 NRAHAIEIN L T %o 20104FEEIC—E
1077 NZ B R 72%, 20114EEEZ 1800 A £ s L,
20134FFEICHEE10 T AR 2 72 (/1) 2011FED
WAEBE S CRARRBROTZENEZ SN, 2

TIZETE ) R HEETOHERDIEL TV 5B S
EDIDDEIND . T BB R B
HEUZOWTUE, B TRRL S NS EMIERERO 2o
72 (&2),

RN 656 11 (065%) & HiEEE 59014 (0.59% )
% bl o 72 FEBEMRATL291F (0.029%) & 2 h
bHIFEEE (154, 0.015%) % KR L - 72 (]R1),
NS, A7) — = v TS D 1990 4E LUK
TIIRIBVBIETH 5, 1988FHEITLR, £fk
TOFIGIFFRRIMEAY0.41 % , FEHRAEEA30.020%
Thb, LT 5 LRI, HERERE 1P
% FRBAETH - 720 20074 D 059% % HilZ
WAMEANZ R U C W FBRIMBUE, 201247 B DUR%
KIEZEHINER U T %o FHRINEOS IR EER
Thh, HANTORERDAERDEML 2% Lo
HLZ20N505 ZO1~24ETOKIEREEND
HHNIRHTH 5, 727251H% 20 L9 1T 26T 5
A, BRIZOWTOREDSLEIZ RS L Eb
N5,
FRREVICBIF 2 17-0HP OHIEFEICB L Tld, 5 F
EFRHECE D BEEREL RS T e AN
TWAA, RETILIRIEELD, FERD LWL
(R A AR SR AR 2 13 7 B HEHE R T B 2
ETHEERZES T ) BOTHEY (R3), T

®2 RARIEIEBERMAREREH

(2013 %)
[
A Mok EmspEs g g O RE TRERE KRN CAH
S H i3 L [J=]
BEE 2EE BER gammon)  amme Bms ORH
4 7,770 163 267 49 (0.63) 1 2
5 9,009 175 296 62 (0.69) 3 2
6 7,975 148 265 68 (0.85) 1 2 1
7 8,919 164 279 68 (0.76) 1 2 1
8 8,980 158 289 (057) 2
9 8,452 157 278 55 (0.65)
10 9,583 152 310 (062) 3
11 8,364 161 276 67 (0.80) 1 1
12 8,295 151 270 (0.49) 2 2
1 8,544 153 289 58 (0.68) 1 2 1
2 7,190 120 234 39 (0.54) 1 1 1
3 7,294 147 241 39 (0.53) 0
st 100,375 1,849 3,294 656 (0.65) 11 18 7
(%) (3.28) (0.011) (0.018) (0.007)

154 B A 7)) — = v TR
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£33 EXMEIEBIMAE 21-OHD) ¥ R - X7 U—= JiGtE%
MRELBIC17-OHP BREEADBIE 2 1TV BIERERDI5~97 /8=t > Z 1 JLIZ3F L T17-OHP it %

EEBL. UTOXMCLWHET 3,

HIRBEX D EFEXRH P E L BIHE IRV Cutof BIC L W HET 3,

% v k[17-OHP D-ELISA ‘SRAF |

(1989F10A»5)

RIS ETERRAE (B) ~31

HAERERBL GA)*! ~29

* & (g*2 ~ 999
Cut-off {8 ==E |

17-OHP & = o 20

(ng/mL Inj&) i; g

1,000 ~ 1,999

32~35 36 ~ 37 38 ~
30~ 34 35~ 36 37 ~
2,000 ~ 2,499 2,500 ~
15 8 5
20 20 20

6 *1 KM BEHHEVEFISEE

%2 fIEHRI IS HARE, HERM S & CBRMEFORM B EHE L & X JIRMIFHEERE
ROBHEERE (g) =HERKE (g) + RMAIH—7) X20 (g)

{ERAFE R DIFEIEM : 15 ~ 25g/day

(~999g 12#91 » BT, 1,000 ~ 2,499g ($#) 1 38R T HAERAE)
SFD (FYEEBHER), LFD(FYEEHER) TR, DTULHIOEEEICHTRES LW EFHY), EEHIHT S

K, BAEEMAREBIORIGE, FIEMERASEEL
FREWRAHR H LRI E L THIBE A LED S
WEIGTHR L T b

201 3FEEDEFBEREEICDONT

Bk L7259 12, 20134FFEEDBAEEMATE 1L 29 N
Tholz(Fd)o BT HHIEICAH 761, —#lE
15 17-OHP I % & T 1% 21 Bl oo, M PEwE
I & D BB L 7 72 O el B M AN 22 B 203 o
720 R SNIFHAI7HIT TS 1R HBEAET
P2 ), R 2 R L Tnb, LKRTAY
) ==Y TS 2 RNCRMIZZ L Cwb &

Z 2 6N 5 W& BR72361 (No. 490, 491, 496) T3,

WIND A LD DRIBAEERE 20, 7215
HEICELTIE, A7) —= v 7 SR E A
TdHo72BIH 26, 7 RECH TR EARE & 3

WIS N3 1BD -7 TNHIEFWTRL LT,

A DIMAEZE A D MR E R EER & 2 5
N5, MAERBIZ L MM Z AL E, WERETHE
WEREIZ L 5 720X 11BIT, 209 B 7HI05 i
B (RIEI6 B, JWELAILB]) Tho7ze —75, 3
8] (161410]) O CERTMA L 7% o 72 18Fi1F
FNLBEE b L < I3—#@E0E 17-OHP MfE T
BHotz, BIRTIXEREMAELE 208109 HFEED

REHRTRIESA S ER 201640 H445

BADEOEG GHENHRER) 13241%TH Y, =
DEIIBIF L IR TFEHWREETH > 72 (R1),
¥ 7z adrenal crisis % k3 W REMED & 5 i LA 7 )
D HER7 £ CIOBE, RESHIBIN TS
D, A7) == 7 e KERR & OEHEIC X B0
RO AITHON TSI EZRL TS, S
NSO, CAHDOAZ ) —= Y 7 HIYTH
HIFEFESNZ X % adrenal crisis OFF;, B L OPERIRR
BOT &) BURIZiG - THIC 2 ol & K7z
LTWBHEEZONLHERTH o720 TNHTHID
) BIFFERAI L B S 26610 ) B (LHNTHRAIR
H), EEBATRE I O 2 B IE % 70 T e
DI No. 496 DA T, ZDOWEOMAH A b I
H#7 Cho7zo —HICIZT AV b 00, L
ROEMERFEIERLATERTEL L Z ENE L,
ORI 1 H b R EEEE~DZF51%, adrenal
crisis PR &\ ) BIRCTEETH L L EZ HNb,
T84 DEBIOFEMOVTIIRAICH D EBY T
» %75, No. SISITAME RS THLE L 727 — A
T, BEEESIH L CTIT o Z2iGHINE (A 70 A N
H&2&0) R20fEN 51, AIEARe%: Lo CAH
DIFTEIFE 212 L, BEMICATAEETH o 72
THEMATRIBENDL r — A ThH b, ZDIEMMELD
JEFICHGET REZ L3, wind LiticE &

PR A7) — = v TR 155



x4 EREREE

(2013 &)
FE ., BRE HFM 170HP 170HP &R 170HP  Na K Cl EIER Bt -
No. " BH mw mw () ) B TAm gml) (mEgl) (Egl) (mEgl) D% B B i
490 3428 39 1 4 1761 1375 FKic#>%« 6 1240 132 53 100 H) H') CAH(SL)
491 2456 38 1 5 200.0 Xt 485.2 ) 5 136 54 105 Hh) L CAH(H#HE)
492 2598 40 1 5 200.0 Bl E 100.0 It E-q 1 500.0 137 4.7 108 BL &) CAH(SL)
493 3814 40 1 7 101.3 745 kg 0 160 137.0 5 108 HY) H') CAH(SL)
494 2720 37 1 3 200.0 Ut 1432 RKE>L 3 143.0 142 46 110 BL &) CAH(SL)
495 2624 37 1 4 20008t 437.8 RKE>L 0 61.5 137 4.3 102 HY) &) CAH(SL)
496 2684 37 1 4 2000kt 244.4 ) 7 2120 131 6.4 97 HY) H') CAH (SL)
497 2450 35 1 5 60.9 225 ) 19 8.3 136 4.6 105 L KL Btk
498 2536 37 3 20 16.8 7.2 kg 28 59 139 4.8 105 BL L BB
499 2760 37 3 23 256 6.9 REcH 44 54 139 4.6 107 L L 1Bt
500 2856 37 3 19 159 6 L) 40 3.1 140 57 106 L KL Bkt
501 3076 37 3 18 222 76 =:] 26 5.4 139 46 104 BL L BB
502 2505 37 3 24 234 6.7 ) 44 113 140 57 105 L L 1Bt
503 3386 37 3 33 16.2 6.4 “ 20 8.7 140 46 110 L KL Btk
504 2942 36 3 22 145 6.6 =:] 25 138 5.0 105 BL L Bk
505 2384 33 1 5 527 31 ) 12 1410 5 108.0 L L 1B
506 3078 38 3 22 20.6 75 ) 28 7.8 138 54 L KL —B%E17-0HPIIE
507 2688 37 3 23 259 10.2 kg 36 6 139 5 107 BL L BBt
508 2276 34 1 6 104 345 ) 6 L L 1Bt
509 2498 37 3 26 182 7.4 “ 36 6.5 140 54 108 L KL Btk
510 2515 35 3 26 31.2 7 2 68 8.3 138 5 106 BL L BB
511 3026 36 3 28 27.8 7.8 kg 34 3 140 55 106 L L —BM%E17-OHPIE
512 2413 35 4 50 21.3 8.8 B 78 53 139.1 55 108 AL &L fAB%
513 2552 36 3 23 35 6.6 kg 23 6.6 138 56 104 BL L BB
514 3180 36 3 26 219 8.6 ) 48 29 138 59 107 L L 1Bt
515 2450 38 3 27 64.5 156 B 30 32 144 42 112 &L &L A% SEEREEDHY)
516 3885 38 3 28 191 57 2 12 7 136 52 103 L L 1B
517 2828 37 3 24 238 6.3 T 34 138 52 105 L L BBt
518 2198 37 1 52 69.5 24.4 ) L L BERATERT

(F) SL : iegekY

OTIHRR/2TELTH A,
T/, COBEED C BRI S5
TR LA B L BT 7 v,

2013FEDCAHRIU—_VJ%ZIRDIRDT
(D AR AR T (HE AR HE 2,000 Kidi) DR 12

DWNT

DRr& D HERA 7 ) — = ZFiEIc BN T, K
AR R T 2[RI, MAET 52 EOFREIZ>
WCHRE SN TBY, ZOIREDPHAYA - 27 1) —
SV TEEP LB ENTWN, 20044 IZIXEED
BUR A BAR T TETIBEIIMZ SN2 b O HAE
KRR R PR OFEINI, TONEE, B
HARE A3 2000g KD RILBEH D A7) —= 2 7D
RIMAEAT 5 72112, OFEHEL» H, OFFE22500g
V3 L7, QB MRk % BPE T RO W3 i

156 MR ) — =2 gt

Ve ZAT2EHDRIMNEIT) L) D TH S,

RETLZOHENII- T, HAKEL2000g
A0 VNN FFHRIL A 765173 % & 9 BEHAERI K
LC&7e SNZEHF 2, 20114EFF £ b 2000g #
i CHZE L7228 B 5 218 B oMk s gk
IZINATWd (R2)o 2013412 1.8491F T, 4k
ORI O B EEIL184% Th o720 D
B3 2000g Al CHE L - OEE £ 12I3—3K
LTBY, MEFEICHIEHRE, KX 7)) -0 728
WTIEBBEA2EEHOMENIIEI TSN TS Z L
oo o7z,

(2) RIA #:17-OHP il E 1k o [

WESE DRI B RE L 722%, 20104 11 A %5 33k
(Fifh) ORIEIZPE, SRLR =% % E0ZEEL T
V72 RIA #:% HIV: 72 17-OHP OMISEATT & 72 IR
RN TN 5, BITEIE, L L C—EokEs
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FIZBWTELISA #: 2 72 HlE % 4T 5> T 575,
AL KRR T D 5 72O RBEIE S LT,
ELICZEFEA T4 TV AMDFHEDOF ¥ b &
20144E3 HICHIEE T AR E TETWwiehs, v b
MR OKE Y — A ¥ AR RIAFE D SRS
5T LI, TR, HEEIMESI N, B
1, ST Ry r=wra—- vy —Ho
17-OHP RIA¥ v FEAT LI LR, TEH
TR OBHFEXIT) T LIZ LT 575, Bl
A(20144E11H 10H) Tl F 2Bk sz &
OERIE e DLEOIRIE B E 2, /NEAWE
KT, HRYA - A7) ==V FZEROMITIO b
&, BEOAZ ) == FEiki2 17-OHP OHIED

REHRTRIESA S ER 201640 H445

W EROLEFEEH L TBEZAHTHY, AE
THENZZIFT, A7) —= 2 7 DI A Kl
AN OV CERGER X 1) ZEEEAYH AUSRERESZ L AT
TWho VIR, L 17-OHP I o BRI
W INb b0 LIRS 572, TNETOR, #
Wizt TCAH & 59 BEDOBI, H5HVIIIHHE
WNEHIE 2 £ D722 17-OHP ORI E D LB 565
&, KGR &b EOREE TR E 2 n
(FEAG 03-3269-7058 i HIEE N HEHLFHiEE
s NRAZ V==Y TR,

Dk, fH¥CTIEd 5755 20134F B SR IERIE 8
e (CAH) OFHER< A « A7) — =2 ZI12DWn
T L7z

PR A7) — = v TR 157






GHEIRA ) —= 7T THERINEANICEL 72
T L)V N RIEOER

FUHIC

1977 (BEFN52) 4E0 6 2T E IR A3 RIZ, A TH
MG S NI D ENS BT 5 [ e R EEOH
HER~Z - A2 1) —=>7% (mass screening : MS) |
T, KR T LZ— 2 FToMAEESR A H A R O MLk
M%7 Z L EED BN, T CTIIAB L IREE
BT L7z B ot 2 R A e e s, £
72, RFWbE, MEARPEZ EOREFFTHA L 72
AL, SRR TRIEA S (LUF, RE) 2344 L,
2000 CPH12) R H IR AR THIAET 59X T
DFER OB 2 ALY L TBIEICE > T,
C ORI, T RR L e R A R EE 2 R
FERL, THRLPITERET o TERO LB 2 7B
FTHLHMTIT)bDTHY), TONREEL L THE
FIEZ Lo TERDP T SN 7 3/ PR
FESBE, Thbb 7 oV N UREE, A=)
2uy JIRE, REVAFUIRIES, SEREAHRE
FED VBB TH B AT 7 b — AMAEAFIR S 172,

MSBAMGEEE A &, M A EHIZBE 3 5 A A
1T SR 5 DERPE LN L R o
FEOHETH 5 2002FE £ T, EEEMEIEDL
L UONE I V7 FHR AT o 2 2ERAEIC LN
i, BRINHGEBEOBERIRIOLEBY
THYY, 7227 7=V IKERALEER DR S
FWISERS A, $2bb7 =)V b VIRAE
(phenylketonuria : PKU) B & " Z0O8ERITH 5

REHRTRIESA S ER 201640 H445

KM H # e H O A &
R FHES G BAKEER R
RBmmRSE

I VR

fIgE o U=y

7 = =V T 7 = E (BOCEAFHE Cldnon-PKU
hyperphenylalaninemia) D5 BEA I b £, FD
o> SFERRIZZ U T2 VIR EAH S
SNz INHFERMSOMRE > TWRBHER
PR R IR EGR L L L5705, @BIA%E
BEMR L TV Db TidR <, BREDZWPKU,
HPAIZ BT 2 H@EBIA D 7% { a2 &A%, Hib
DEHFEIZ L > THL 2SN, MSHEHEED
BFHICOWToOEISFEr O L > TE 7z, &
& O3 AER MSBIE LA 2> 5 PKU OIRHRIZED D,
BEE CTENEE L TV BDT, MABOMKEHR
FEOFEEF DN TR T ATz,

PKUICHI1F 5+ Phe BEOEEEIR

®1 ZFRUABRBEFOHERRIV-Z=2JT
RRESh-EXMET I/ BABERE
— FRINVIEBBICH T 3 EHEREERSES (1977 ~2002) —

& WMEH Brio

RESERE
7 1 ZIV4 b BREE (PKU) 319 1/92,345
B7 1275 = U MfE (HPA) 187 1/157,529
(PKU & HPA D#351) 506 1/58,217
BH4 RZfiE 17 1/1,743825
*—=7N>0y TR 40 1/670,702
REYZXFURE 37 1/796,161

GE) * 27U —Z > J2ARHERE (1977 ~ 2002 FDZEREMRE)
THREHER LR, TORREE

BrE WA 7)) — = v TR 159



V9TT4ED SRR S NI2PKUD A 7 1) — = ¥ 7 ik
IZOWTIE, ASERICTTIZHRE L7220 T, B
MZZNAEBRENIVH, ZTIIRLAZE I ITDH
AENZ BT 5 PKUIBKIRSHE, R21T-TL9H122
NETIC3MYEEN TV B, 174, $74b
BFAENMS DA L AR, JRAEA X MSH SRR
DB AWZEHE M L, ZER SN2 PKUIC
xI3 A EEG RS & LTIl Phe MERRERE 2 R 2-A
DEHHEELRY, T/, MSTHRR SN -EE
(= VA S e SO 37 NI 5 7 e o1
FEEITV, TOMEIRERYEEE 2T, 19954 1245k
IV BERBERRIHE SN [PKUGRRS
WERRS|DNINER2BO L) IZHELY, &5
IZ20134EF, RIREAIZE SR AUERIT-72%

EEH BT 5 114 Phe i1 ~2mg/dL Th 5
B, T2 ZVT T IKERAUEER AR IS S
NTWDHEICIE, BEREREOFEIC X - Tl Phe
RS PR L, EIZ4mg/dLUL EOYEEE 7 2 =)L
7 7 = Y IfE (HPA) ATV, HEk, IfiH Phe
tiA320mg/dL LA OB A3 di iy 7 = = v b VIR
JEICAEELTBY, EEE SN, 20mg/dLAim & i
FEF & L TnonPKU HPA (DLF, HPA) 1273 L T
Who HAENZBT S PKU, HPA OIiiH Phe #EHE
FEIRTE Z L IETF L, 20134 EE0UsE Tl 15mLL
FOBEHTH10mg/dLULFISHERFT 2 £ 912990
5Nz,

PKU & “H3st RS IR &) BIZEX AR
FTHEEHTH D, BEOMBUIREE LI,
WO 7 = =T 7 = 2 KRR | OIS IR
FOK50% EEZ LN TWA, LaL, 72T
OEEFEEDFAE TS, I Phe iR I3 L HEF,
PKUIZRO N HIMREE, 8 X7 = U akRZ
LORERITFE 72 BOHV, OB EZRT
BFIIEEED o TBY), CoEICE
F K OREORAE L, JHADIERE DT,
HLRA SRR LIS % 2 L I3ATRETH 50 &
LT, DAEOMSHMED»HHEESIND[HEAD
PKU fREZHE J3AI 130 AIC LA EFHRE S TE D,
ZD L) REEEFEOWBIAHIE, R ORI
LT, 25%DHETPKU RS HET 2 1 fel % Ffo
Tk, B, DOPEOMSHHEE AT, PKUD
R B ORI L CHTIE %V,

LA L, PKURTFEBEDIR L 72561213, B&
HYPKU DIRKE & K515 HUIPKU RO A T 5 5
HIEZ50% Td 525, BERIHMED T AT £ ORI
WEPKUIA TN ZWIETTH L, &2 A2 MH
PhefliA%&\ > PKU LT & ORI, JEASPKU
TIEZWIZS b 6T, iE, RHAEEKEE, /)
SHAE, FIRIREE 2 EOSEHEEIC AP 5 2 AT
IZ19604E R HHE SN TB Y, PKUDKT-EED
HARIZ DWW T “maternal  phenylketonuria” 72 % %2
DRIBE N7 (HAFETIZ~ Y —FVPKU Efr &

£2 PKU, HPAIZH(T 3105 Phe iBE D5 E5H

A 11977 FDHEFFEEE B : 1995 F Dt #5#E

C : 2012 FDH#EFFEEH

FLIZHA © 4-8mg/dL FLIZEA~ %0\ HAmT FLIZHA~%h [ HAFT
2~4mg/dL 2~4mg/dL
$hI2HA © 4-12mg/dL IR~/ AR IR~/ AR
3~6mg/dL 2~6mg/dL
NP IR
3~8mg/dL 2~8mg/dL
2al=aie 2al=ale
3~ 10mg/dL 2~10mg/dL
1 5L 1 5L
3~ 15mg/dL 2~10mg/dL

160 MR ) — =2 gt
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TW5), ZOB19804EI2IE~ ¥ —F VPKUIZIT
% EBETAEDATHNS, R O B O 1filf Phe fif
EREEWOSE LML T 2 e DR SN T,
HPE% A 5 PKU LTI IHRRTA & HEE To4:
W D7z o Tl Phe iR FE 2R BT 2 Z &A%
VIHTH B Z EDTRENTze PKUDHHED =W RICK
TIEINFTIIY Y —FVPKUDEFIZET 54 <

OWfFe S, BEELTFH 5 720 OFHILMENGLE
SNTHBY?, OHAPETD, FOKE kR IEEDIFRE
SIVTRR I V7 RS REARTATO [ A7
A BT 7 =7 37 BAEEEIE - ARG
FED 72812 — (LE2008) 11213~ ¥ —F VPKUD &
FREIZOWTHIFH SN TV 5,

MAPKUDEE—#TEHAXRZRRS K UR
BREIU =Y U TORER—

EWAEROR 1 E8% 50 5 g Tld, 20134EF T
IZPKUB L O"HPA BIEAS65 N, 72 A—T > my
TIRIEA8HIFER S NTEY, 201348 L U 20144F
FEDERIHEIRIC B 2 WRED A2 ) == 7
BAE, 7 5 NZERIMTS AR RBENERE & PRt
57 ) = v 7RISR B B BRI DV T
FL7e2 9, 2TC, RAEELITER DO L BRI
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