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Dong Hwan Lee
Department of Pediatrics, College of Medicine, Soonchunhyang University, Seoul, Korea.
7ol yeldtt. Biopterint= tiAFAEZF tE27] v
M = of, A1AEH o} APdE @ﬂ‘ﬂ‘o}ﬂ st 548
$F X587} Fasity got 7)ol ) A7t o] F
pHdLERdE S g HdLdehd e A& A o7 ko At Addeid FAkstE A AYS Al
ol e Ag werh AdAE LTl AEHA & 9latas BE Aol AA AA7F yehA g,
FejellAe nEdgebddso] AR BE 1Hd v gle mEdgebddFo] e oA Ak
detdgso] AdAERSS otk AdAERTH Aol S7ksta, 1 ofole HIEA] FdAERSO]
pHdgErdEFe] 9 FHE ool Hd JEE A ] BSHEES B F9lon, 24 &
AemsolAd o 2 84 #Addebdx(16.5-20.5 of| & A& = Qlr} o] et A ES YAl A gAl
mg/dL o]’ 22 1,000-1,250 mmol/L ©)’dh) & 717t Febel sjddebd AstAolE AldstA] ko,
A8t ddgepd e Al dis) Wiidel o 7%‘1} 1 oto]EL] 90% ol delA AT, BAAAY A-
aAdgEhd TS A3k Helel wEt Uebdit) A A Ags 1Y Zlolth KEgk o]t ofo] 52 H|
7HE dutAel = dddetd FAkstas ofxrd Jddehde] dAIARl Aas Kotk A% 24A|7ko]
20 &4 x| weba] st Hddelhd FAks) el gaoz ooy,
Bl shddEo st A9 s ] A A Sluel it HAR s o (o F7t
5 24A1%F ool o]g} #gellA FF slddehd X7t A0 ArpY Qs He A 3 FA0E WrE
w2 A sk ged dddeihd fAakstaae] & A dF AdLedAE 4 mg/dL (250 umol/L) = A
Aol FollE Yot AdLERAAI} v Ade] He Zhakal Qv vl AL AFe) QA A
ol o 2 Agte] d¥ & Qlrh o2t o] -2 A A& Table 1¢] okaiith oA AEAA e B
T 2447F oljell HARSE BE gotelA] thA] 4lAfo} Ql 789 AlAote] g A, A%, A AHA Al 2o]
AHAANE 3}0%01: EPE}” A el whE F7pr Dot
aHddEid 9] ok 5% dihydrop-
teridine reductaseﬂ A< YA biopterin B4 9 = s
Al SERA $AT st diAlaA 22 1, ZIct

=1
A3

Ak o5 ek, A
=k

Tel:
E-

EHD]’JL /]J,]_EHbl /\o}‘r]_bl_l—,r_/\l
02)709-9341, Fax: 02)794-5471
mail: ldh@hosp.sch.ac.kr

ZAAFE (Table 2)



— e A A Aol 1298 Al 13, ppl~4, 2012-

g% sdoehdel o) Bolzal FESYS EgF Ui ASEA e $AH WEoR e sy

of, wek sdoteho] Zbeichd, AE DHPR $4 ebd ARk SAA48S AARHE Zlo] A, of

S7b SgEolopusta, 2¥Y U B0l Westt  F, 2elm 4 duel £-8% £ Ak nade

9. 2 oy Q1w BN AR AL ST AT YT ADAERTS) Adg AT T 1

HAVES) Ashel gobe] G4 Bkel wmETh 2ok AAED AAES Table 200 Lopn Y

o $571 A4 FHol 8% APdehde] AR B

7 A A71E AR wRisel Q] vl 2. 5|2

W 29 Aol Fest U el dS

of FAEY, F5t W oYHOoRE AF 2-37F 1) X2 xI3

el thake 2go] Atk woldLed@Z S o (1) Algot AN s dehddF O

ARNRFS AWH] A% DA WAl B oF W Aok Hol LY thiel el fEE Bl

WAk 4 AHER Y velz e o), @, vl emule Aol ohlm, A4k Bl A

H®F DHPR ¥4, 29 6 4 gael 28 & A3 gkl 8% ezt 10 my/
2 3717 Mwl ELREL dLE 295K A% AT 20070 S A%
ool A9t Jop welE A% FHI A @k 10 me/dL IRl A9l A A3E Bae

Apel AA opliAl B4, AL B4, e o) 7 me/dLolde] A%EE HALH S AR,
A AR So] Eelde] Hag 13 (2) AelelAlE Aderehd Fole A8 A

DNA Eedlo] 243} 574614 139 Bhael & delo] Solofife] W% sULeIAT 10 me/dL

A e sk U009 ] 34 Bl olsbh HES @k delstel slddehd Azt 24

Table 1. 8ot AEFAL 2749 434 34 : vdd=hd

a7 A e Ae QA F R R
LRty adgeddS/AdAE % =7 BE $F pi8=
>4mg/dL theke d e Jﬂé =F TEEAA TF oh¥
Hd detd Atz AdAE l ‘}l% TN S5 vk
29 Aa HWE 3% e
9 kA NS A

Table 2. 2oL IESH sdAERFY Ad 7I&
1AL T AdAE RS A7E
T ast HAf o Added gt FHld&ebd o] 4.0 mg/dL E+
Elo] Z Al EA 250 umol/L ©]A Al 7183l tyrosine©]
A e Adserg e A9
¥4 DHPR o] T
Z2MY) pterine 4] v =174 3
‘biopterine ¥} neopterin
Hx2 HAAb g ofw| ik Addetdd sz 4 B ad elol24l
22U {714 A phenylketoned &<
DNA HA] PAH FAA oA EF SAWo]9 A
TR0 o] FHTA HAL Phe/Tyr vl & F7}

(@) ok i)




- olsd: AdAE:
HHYE =
it =z, @
Aol Adefel ol

SECERLERE!

mg/dLE §737] Sl3te] s Lehd
gk, dgehde] SasEe
F A9LIAE W
e AR oYl 27 AR
t:’j'E]'H).

(3) 8% sdLehd e §A9 9% Table 354 2
.

() ALY 85 o} v} hErE
7} e sdtehd AAFS Table 494 2 A2

A 5 14 o) Flm gob] o F 13 A%, 5
ol 9 1-28 AE 8% AN SHsto]

Zx]
=

i

S

Ly
A

Al

dddeid AHFE 2ddn

(5) 1909 HHAZFL 2 hol9] AT Zots)
Ak e wiRgo] e 2okt tha W]
wiel FHE Fws] Folsto] dFF ol HA o
E% %JEP”

B A GVl 2 whe/d, #
0]-7101]‘—:— 1.5-1.8 g/kg/¥Y, 87| o]Fel= 1.0-1.2
g/kg/% 0137} B SHEE kR HAo] 0.5
glkg o311 A9l AdLehd B AL sfol
el JEahe 397t Qo Folst]
oF @, o] Ypie e A 5
.

IR AFsk, Table 39 A% AddehdA] ]

RN

Table 3. 8% ddgehdxe FAHS)

g% g o

17

K 2
Jol7]—8-o}7] AWk 2—4 mg/dL
fFol7] FRE-x58A Rk 3—6 mg/dL
Z58hy St 3-8 mg/dL
=4 3—-10 mg/dL
1A o] F 3-15 mg/dL
Table 4. d13¥ ddgdetd AHF
a3 Adgdebd AH % (me/ke/d)
0-371¢ 50-70
36709 40-60
6-12714 30-50
1-24 20-40
2-34 20-35
34 o] % 15-35

=9

A} AR A7 -
RAMSIE FASHS WellA Adoehd e A v
WO olar), K4 el Foldk ol 60-

150 g/¥, o] 150—-200 g/
300 g/4.

(1) Zstuel] Ygtstr] A7k
el 9A, EF dddehd
= A stofof gt 37HEntet ARt AL @"Wﬁ}
SHAE Al 712 0% A HAHGAIZHA]
=g ok e AL 54 o] Fell= AlsHAh
= AAg HapzALel ¥ MRI AARE AAE

®) 1 *‘A}O‘ﬁ" A7 A& E ofofst, 7}

Sohd o Ao] kA,
z‘r A2 53] ARt &
B}ﬂ A7} ejotol A Xﬂ"‘*ﬁ
AAA T2 Fohet 719

gt o]=d ejo} XL°H
713E E}F dF A

el

AE 574

¢

¢

2

uZ  ofy

et

[e]

2% gojor

u o

A
-4 mg/dLZ fAsfoksit},

7FsalA = 1041014 124 wiy-gl HdAlE
o] Fxsl ofe] Ad BA AdAERTS %’4

theto] olokr] Hojof eyt

1} xﬂ o]}\

il

L
o

o pe
o

£
o 2

o ofN RN

el

2) AZES

ofm et kg Aol AT WEAY WE T2
Ql gote] e Aol Aok Bk ol E B
A ool A7) Aol awlel e AAH 7]
b @) A, £, 712 9
230} of Bk o]l
# 7se) B, waA,
Qafe}. wmsl gob

sl 3t

o
=
A

ol

worlr

R =



LR R
7Fsatehd odl AEe] Sob vl sl & o
o] AE7kE o] o "ollA thatol el thgh 5
A3k A5 5 Wolof gt Syl AU EAlE
S@a] Sl A E Ao ko & 4= lvkd A d
g 7§]lo] o] FoAof Fitt

o|g A& AAN= Flole] gl /1=
WA FAA olFol Aok, ke 715el
“ st 4ge) Wl
AR, ALE, A A 7Fsde

th 271 7)ol EAtelA LSS
3|

14
k)

Egsobat

54
WHE Aokt

sic), Mg 22
3L, Ab
o]

L,
sy
R I

1=}

A

#o]

1) Lee DH. Neonatal screening test of inborn errors of
metabolism. ] Korean Med Assoc 1994;37:1464-
78.

2) Kliegman,RM, Behrman RE, Jenson HB, Stanton
BF, Phenylalanine, Nelson Textbook of pediatrics.
18th ed. Philadelpia : Saunders Co, 2007:529-32.

3) Fernandes J, Saudbray JM, Van den Berghe G,

A 129 Al 1%, ppl~4, 2012-

Walter JH, Hyperphenylalaninaemia. In: Inborn
Metabolic Diseases 4th Ed, Germany Springer 2006:
221-32.

4) Working Party on Phenylketonuria. Recommenda-
tions on the dietary management of phenylketonuria.
Arch Dis Child 1993;69:426-17.

5) Nyhan WL, Barshop BA, Ozand PT, Phenylketo-

nuria, Atlas Metabolic Disease 2nd Ed. Italy, Hod-

der Arnold 2005:127-35.

Lee YW, Lee DH, Kim ND, Lee ST, Ahn JY, Choi

TY, et al. Mutation analysis of PAH gene and cha-

racterization of a recurrent deletion mutation in

6)

Korean patients with phenylketonuria. Exp Mol

Med 2008;40:533-40.

Scriver CR, Beaudet AL, Sly WS, Valle D. Hyper-

phenylalaninemia: Phenylalanine Hydroxylase Defi-

ciency, The Metabolic & Molecular Bases of In-

herited Disease 8th,ed New York McGraw—Hill,

2001:1667-724.

8) Jeong JS, Sim HJ, Lee YM, Yoon HR, Lee DH,
Hong SP. Determination of phenylalanine in blood

7

by high—performance anion—exchange chromato-

graphy—pulsed amperometric detection to diagnose

phenylketonuria. ] Chromatogr A 2009;1216:5709-

14.

Oh SJ], Hong YH, Lee YW, Lee ST, Ki CS, Lee

DH. Dihydropteridine Reductase Z®Z 1. ]

Genet Med 2009;6:170-3.

Lee DH. #@A €3 hotoll 4] mjd PKU-1, PKU-

2 FormulaE o]-83%F AHddetd Aojame] 44

Z @73}, ] Korean Soc Inherit Metab Dis 2002:2:

89-94.

Lee DH, Koo SK, Lee KS, Yeon Y], Oh HJ, Kim

SW, et al. The molecular basis of phenylketonuria

in Koreans. ] Hum Genet 2004:49: 617-21.

12) Lee DH. #lddetd diAbE S, In: £33 diAHE S,
A&, 129, 2008:207-22.

13) Yoon HC, Kim NC, Lee DH. A Cost—benefit An-
alysis on Neonatal Screening of Phenylketonuria

9)

10

=

11

~

and Congenital Hypothyroidism in Korea. Korean
J Pediatr 2005:48:369-75.

Lee DH. Newborn screening of inherited metabolic
disease in Korea. Korean ] Pediatr 2006;49:1125-
40.

Lee DH. The prevalence of pediatric endocrine and
metabolic diseases in Korea. Korean ] Pediatr 2008;
51:559-63.

14

\_/

15

=



