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o} ’2}31?_] AFL At o] FolA A Y AHolrh. iR L] tiabolde Az
T A3 FAE 2Ydy F44F 4G22 WE Ady 87 Y53 o]tiAlluri and
Mulvihili 2002). tirlold Fg2 wly =8 #Astn AF 9 2L asgzz 3
vho} FLEARRA WAL Be)st Y2 SrHEnns and Packman 2002). djAlol 4 $hale] A
E&o] FrhsEA FdH o ARV ojFe RAG dAl, A7 B A Ao
A 78k glth(Radomyska 2003).

I NEEE 25

1. A 949

24312 ol4F 9 sh}ZArgininosuccinate synthetase A B0 2 A EE(Citrulline)e] &3
HE 494 g4dadd et J4E L 4 AlF ¥ 2397 FE, &A%, BY,
Ad, 94 &5, Ae A}, 22N, AB¢HF Fol vy, AwE e NFAE, 3
AR A, BEAJA FE L AR, gadFo] FRH S40) U ey 59 54
A F4ol YErdt

g &o dEel, NEEH F7ig 4dd wdEHe NEEY 54 &
Are g 2ok FA7Ie Hdad54 F5& Euydg Qt
benzoate), phenyl-acetate®} arginine FALE AR Uol £ & BYEUA 22¢
AAo))g F3 FFIT FACIAM HARHYW AUy 3 (g
1.0-1.5 ghg/d) 2@ <F4 3FAb3 phenylacetic acid %+ sodium phenylbutyrated 7 ¢ £ 5l o]
GRYol 150mg% olst7t =& gt At Fojo] o g hippuric acid(vbxihel 8.F
u) A 5} phenylacetic acid oo 23} phenylacetyl glutamine?] v o] Z715)o} Fi}ziel A

E 1 9Y27 MY J|F

o] Protein(g) Energy(kad) flud(md)
03789 Ikg 22-1.25 150-125 160-130
367019 - 2-1.15 140-120 160-130
6971 1.8-1.05 130-115 150-125
9-127% ¢ 1.6-09 120-110 130-120
144 /day 8-12 945.1,890 945.1,890
474 12-15 1,365-2,415 1,365-2,415
7-114 1417 1,730-3,465 1,730-3,465
o 11-154 20-23 1,575-3,150 1,575-3,150
15-194) 20-23 1,260-3,150 1,260-3,150
194 o} 4} 22-25 1,785-2,625 1,785-2,625
g 11-154) 20-23 2,100-3,885 2,100-3,885
15-194) 21-24 2,220-4,095 2,220-4,095
194} 23-32 2,625-3,465 2,625-3,465
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27} 7}5 s tH(Nutntion Support Protocols 4th.Ross Metabolics).
oA, 44, JUARNE Aokt old] met AF AXE ZASE HAol WA ¢AFH

A3 Jabe] &} o] th(Yannicelli, Acosta et al. 2003; Camfield, Joseph et al. 2004) 1AL g
Yol 9lo] NEAA E8% 98 @9y HaFo] 50%E dFoirxd mixZ AFste A&
dHog st YW To] Wi o] ¢y YoRe dUSAFZ BHF SFERAA
Ztzh gk 2 3etEE FASIEE ch(Leonard 2001). FFo] FFH o7t Qe 7
BEAE 712 AHEEY

1) ZAHM (oo, 02.11.21 &)

0311 78 Aztg, g4t A Ao S o4 v ¥
Ha azstgd ot ¢g Aof AAS( Lo obwh B, EXRAA B
0403 5% 79 23] ol FE ZoAuAM(IY 1-23) HHY 22, FE AsiAz Y 19y A
g Ron F2d 29
42 24 94
4/6 AAfol AW AAL AF Curulline 1350uM/I( <52)2 ¥l £7AL B9

2) Assessment
() At 13 4709 dopz Aefr)ZE 40F+3WENAF 3.0kg For, 7] 76.4cm(10%ile)
A5 89kg (3~10%ile, 88% of BW) o]gic}.
(2) AAtEs
4/06 Neonatal Screening (WHOLE BLOOD)
: Citrulline 1350uM/L @A & F7F &7 (G <52)
Hyperammonemia (Ammonia 1122 ug/dl; 3323 15-45)
Arginine, Argininosuccinic acid £ 719 2AS ] %&, Lactate 34
4/07 Amino Acids (Urine)
: Citrulline  38617.4 umol/g Creatinine (3313 22-180)
4/27 ASS &A= Edulo]l A w3
1 G3248, 1VS14-6_Ex15+61dup67 27§ Mutation
=> Citrullinemia type | (Argininosuccinate synthetase deficiency)
() 45 A AT AL Holey HZ EF HAF ZasAen olfy
obzl o] & Hoz vyt T, AN Fo vuA HE AF2 AL AN
o 1 HiF A ok T00keal, prot 20g/day o} t}.

oby 32
< F(keal/day) o) 2 (g/day)
¥ 450 16
*n"é! 250 4
3o} waw 900kcal ZOg
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@) ALH 24 Adle gAY ed d4 QA A4
23hn, B33 dde) Ao wis) HAA @ g
29 117gdI2 AAF o349, Metabolic disorderZ ¢1a} ¢z
2 AREZ 97 dctzn BeEsUd.

3) Plan

19 Bagwe AW DR 10%F F7h4a, DURe Aves Aoy Be
}

(<] =2
FZHEZ 235E o) NBRAAE NLE oled 2712 A8 0%E
o
.

E 3 gYeyd MY
goki Lk o T2
19 gaw 8~12g 945~1890kcal 945-1890cc
1g/kg 110keal/kg
3%] ©
239 % ~9g/day =1000~1100kcal 1000-1100¢cc
(3) A4
B 4. AARRY
i gaF big LR 4 Z(keal) water
A& 32g 4.03 165
UCD Bl ) 55g 4.05 293 1000ce
Fod 25 104g 0 531
A 8.08g 989kcal 1000cc
a4 30g 0.8g 43keal
E 5 EFE27Y Y4100 )
Sl A(g 4 gHkeal)
vj2] UCD 7.5 458
v}% PFF - 511
Ross Cyclinex-1 7.5 510
Ross Pro-phree - 510
g duR g 12.2 510

4) 31 ¥ Intervention
(1) 3%

Aoz dFE FFSAA Protein-free Milk feedinge ¢4 A Zstm, 89 A AF}E
VAN AR IRY FFE TSR SUTE HAHA S 2 Hol 59 ¥ Iy
A 3RS AFGAeY, Y TES HAF HL fEd ddd FFE dez Foln o
FAugHg 2% f&sen o AHE FAY A HLHAt
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WHA oLy Xl e FuRE

°g°°k7]—’:’_v"' 352k gcﬁv‘ L}] E.o]ALB)
@5} 3= : Protein A SEYo} el
= 4TRE, 5% E5F
i1 E - ’
A 4/6 ICU A%, Lactulose ¥ nz2 £ ANG-tube) Az
7\ 458 Ty BgAE Og/day 0g 4 ¥ 3=
4/10 gur BE A% 649 A 99
EEEq + AUERAF
a4/ ST 8 0g/d: 8.
13 N g/day g
417 | ESEH + NHREAS " 8.0¢ 9
% , TE 830},
u| 421 ' Y | P | zzanzg el
71| 423 g ger 7k 4.0g/day 2.58 165
4/25 I o K 4 1.8g »
ATAR S7h M8
22 (8 » g e
430 | AREEA(RN 30g/day) & 4.8 3.8g B9 | segqont ersjory
53 | AxE fAsEN 59 . {5g/d 105

BT AR o1 10 A ZEYE e GoF AV A 3R )

5) Follow-up evaluation

HAdzolde Hapgo] FrhstA dol AF

277k oo, A 44

F7rstaA A

F3% AF FE AFHeR 01‘"“'012’4 45 d9uol 71 st BAE o]dg
NaEges, ofF dRUcke AasEel A $AYT ok
Plasma Citrulline Blood Ammonia . o
<5 (3-35 pmol/ul) (18-54 ug/dL) A7 AE
5/3 523.6 105 500kcal 77cm, 8.9kg
5124 - 259 — 65(5/31) " 8 8kg
6/21 - 68 1000kcal, 72g 77.5¢cm, 9.3kg
26 - 119 , 79cm, 10.2kg
1225 12720 163 1040kcal, 75g 82cm, 11.75kg
22 10160 74 ;
3/9 1444.6 63 1200kcal, 16.5g 84cm, 11.85kg
. Z=(Wilson's disease)
1. Ag 93
ey Feo uALY olEF S Boln, AudjA Falzt gAEA R3tm

A%, deeTelrt e

4mgE A FH3IIIT 2mgo]

LR R s

Ceruloplasmin,

2403

FFso] gEez WA} 4
Imgo] 2% o2 vl AchAoki 2005).

9d T8 A3 ARG B9 5 AW,
&8 FEF
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A z=agn

Penicillamin (2] ejMd-& Z3), Pyridoxine 3.5 (Penicillamin®] antipyndonxine & 3}E 7}32]
g ZAPL Zeo] FAoln, okx] a2 As] PFujdo] FIstA gow FYA I
S HAIHFEY 2otehgth). AFoe ojd £ FHA ARV Fo3A 2 AR
Azpsj 3 goh(Schilsky 2005). ME D G2 A WA FAME copper chelation 2F ] o}

obado) EAAY & 9Tt (Acki 2005).

2. %A 9
1) ZYHM (R 0 0, F/ 3.11yr)

0459 17 AANA LA Aeslta A Fastden, &Hos A e
Cy 7+ oalstglon 2 AAE H8) 24 g
10113 glefoll A 7Hex] A} Ceruloplasmin A3H3.78 Ref 25-63)9 225} @AlolA 2}, vl vl
. g_cq
1028 44 F ZAA A YIRS
1029 B3 28} 2 A7, 34 ZAA GE&H(Wilson's disease) 2314

2) Assessment
(1) A ;33 117490k Z 7] 108.6cm(97%ile), AF 17.2kg(75~90%ile) ol ch.
(2) ZAA 3} 11028 8 Hceruloplasmin 3.21mg/di(3 31 4] 25-63) TP A A A 140/306/292 2
Z7}, R Yo} 57 ug/di(18-54)
1029 29 F8 3638 ug/g Cr (Fxa): <28 ug/g CE ATl 16 ug/dl (FA):
1-5 yr 80-150)
1112 +327AAF Exon 8o}A R778L E<dwjielrst WA slo} Wilson disease o] §32
(3) Medications :
Penicillamin (72l 2] 4L &) 170mg *2/day
Pyridoxine H.Z(Penicillamin X2 A Z¥ M%) 25mg/day
@) B3 WA Aend AL §7 dov), 2TAL Foksk: Wolu B

L4

o3 3o
3) Plan
(1) ZFX : 729 H3AFE 224 A ?El%"‘*iﬂ F4E WASh FHo) 4
3% 8% Img o8k FASZ APAME % T8 HAFo] 2mg olEI} HEF @
.

(2) 9% : gk 78kcalkg wt= 1400kcal
T2} 2mg/day °}3}

4) intervention
(1) FUTE : Ar e g BE4¢ AYstn dwHo g agF 4E( >02mg/100g)e 3
o Agstn S JEE AEA 43I & USS RS AHIASY BEA
AM).
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MAA QAOL UXLY] DAY HorEe
£ 6 72 #) 42 AE 72 (/1000 )
NER 222(0.2014) Z89(0.1-0.2) RES(0.1012)
ool el YN E, |QEY BEB(M).=5. |HO2.844,.24.01%
2z lge= so.52,2%, |2n2.3W03,95%.0 D2 wE
PETH A2L,ATHE Wy AS (M)
agmg%(a},g&g%),ig;[ggg;' aml;?a*;n).&u%;?w:
ADIN(ST XDIN(&). B0, 2D,
g2 M. 2.0, 20,2012 ’
oas "““’f_[}" 0= danaone, 22X 10,2200
A).&x YEERE R (&)
e ECENEI RS I EEEE )
WAz AAHA K, QL E (R ) QR (A T Y
saap
BIHEH, X, 85,38 S 2 ote olgd=. =2
I EET T 3z, 002, oreul
AR ERE
o9 |23201, z299 e R EE R EELE
LR EELD
DUDA(ANE), 0023} |t IHOIHE, 2D, 2T -
e ;E”a( ti). 0r2 3k HAOHS. BL NS | o ob mal 2o B,
W
sz N IEEEE EIEECEEE
Z2% 208, S0 ENE . j
e 1= e Mol BYBAIE

(Ref : Food values of ortions commonly used, 16th, Lippincott, 1994)

X 7. Mciel of 19 1440keal

clul &

43, 72} 0%0mg /day

y T2
nu A o of W o= 2
iy 12 ame 105
ADI92 ADI) 20g, D Vg
HpR A 1/20H
oy |oiey Q011/22
DS0ZEY IS0 269
ATEEIM AR 2%g
28 28 200m
asmw 120 A2 1109 (DS BI0H)
20883 20 g, I 2.59
o |SERE DI 409,201,232, Tt
=5 lazzzol M 563
=L Ze 39, 59,313
MEFI A% g
ETEPN WOIIZ 24 150g, 2K Ng, Ot
sxa @I 400,943,200
He {snus 3% 709
MAME gaZ T, XM,
D EEID] 2% g
o EAE EOIE QMM 1%, S0IE 1)
T 222 1N, A 100g

- 19 -



R

5) Follow-up Evaluation
& AN F osdagck AR AAaAS e A&stn oo oA Agez dif &
9o e wEo] AL FAHT I £AE #Ad

A
DHELFH 1A 2y 7Y 0o
i AST/ALT (< 38ug/day) 7l AT
710 196/336 3636 109.3cm, 18 2kg
1277 336/566 693 109.6cm, 19kg
177 101/195 1074 111.2em, 19.4kg
225 82145 552 111.9cm, 19.3kg

. RO HEB2A UF(Propionic, Methyimalonic Acidemia)
1. A8 99

G ol o2 R, dELd, Egend, Lol dialejden 8 dFEAQ
292 EE ddzzdite] 83 FAHE APold IBFYLEE ABRYE E
pH A 8l, 28 A3t (hypertonia), FytAHareflrexia), ¥} %= 2§ (hyperventilation), 3% F(apnea),
FE, g4 AR ﬂolgt,}o}g , 228 E Fo] 9rHFeliz, Witt et al. 2003).

gols w3 Zzsed Bt o2B2YN 37h QA PR} Fh A BEE
o Adsd, gz o489 A4y de F4A FA4E AR 36~48A12 o9
MetVal-free diet® A|Zaol(S424E W% 3402 $3) Ay rEgadg 327
A2 FEEch o] 24~4843 Fof Yt ER e E5EAE 01%0}04 ile,Met,Thr,Val& &3
Bk PiezE AF 2~aNTel 9T obOInA AT AU we T2l A &
283, 4% 423 443dT Adots FYsA ste RE
Protocols 4th.Ross Metabolics).

[
12

2

=X

flelmg) Met(mg) | Thr(mg) Val{mg) | Protein(g) | Energy(kd) | fluid(me)
0-37HY  fkg | 70~120 | 20~%0 50~135| 65~105 3~351 95~130 | 125~200

3674 60~100 15~45 50~100} 60~90 3~3.5 95~145 | 130~160

6-97HY 50~90 10~40 40~75 | 35~75 | 2.5~3.0] 80~135| 125~145
g-1270¢ 40~80 10~30 20~40 { 30~80 | 2.5~3.01 80~135] 120~135
1Al-<4M  /day| 485~735 | 180~390| 415~600 | 550~830 3004 900~1800; 900~1800
4M}-<7 4| 630~960 | 255~510| 540~780| 720~1080| 3504 |1300~2300} 1300~2300
TAl—-<1 14 715~1090} 290~580| 610~885| 815~1225] 400}4+ | 1650~3300| 1650~3300
0 11-154} 965-1,470 | 300-780 | 830-1,195|1,105-1,665] 5501aF | 1500-3000 | 1500-3000

15-194| O65-1,470 | 275-780 | 830-1,195(1,105-1,665] 55014k | 1200-300 | 1200-3000
194] 2]4 | 9251410 | 265750 | 790-1,145) 790-1585] S00IAF | 1400-2500 | 1400-2500
& 11-154] 540-765 | 200-765 | 810-1,170 |1,080-1,515] 500JAF | 2000-3700 | 2000-3700
15~19M] 670050 | 4759650 | 1,010-1,455)1,345-2015) 65014 | 2100-3000 | 2100-3900
19M) ojAF | 1,175,190 47560 |1,010-1,455|1,345-2015| 65014 | 2000-3300 | 2000-3300

-20 -



MAA GATOIAL gxte] WA AR fy

2. YA 4
1) ZYHA (oo, 04.5.8 &)

0412724 o] Qo g AT AW Bdev, 3 WM CT A4 58 o]agl
o3 52 Y4 wgo] =¥ Helgtn 4AHAS.
1231 4z el fEA = F A9 33
05.01/01 29 ¢34 WEF ¥ dPd(Ammoma 147ug/dl - Organic acid disorder 2]4)

2) Assessment

() AZe : 8/ig dolz A Izt 397/ A5 38kg olnen, 71 78cm(97%ile
o}Aah), MF 12.1kg (97%ileo) 4}, 114.3% of IBW)olrh,

(2) AArA 3
1/4 Neonatal Screening(WHOLE BLOOD)
C3 18.6 uM/L (cut-off <5.6) C3/C2 ratio 6.2 (cut-off <1.20)
— A}7] A7 Lpropionic or methylmalonic acidemiad] 4] &7}, Organic acid analysis

AR

1/7 Amino Acids(Plasma) : Glycine 482.7 pmol/uL(}iL3] 81- 436)
Amino Acids (Urine) : Glycine 39285.2 umol/g Creatinine(3 2% 3023-11148)

(3) A - Bf 84 Fo2 ofdoez AxFe AT AFsiged 1d o 900~
1000keal, protein 21g3 A #sle Aoz Hr1=%ic

£9. W2 392 W
qF wuld Isoleucine Methionine Threonine Valnine
Rouin 743keal 18.1g 1109mg 490mg 1008mg 1181mg
ol &4 180kcal 27g 144mg 76mg 108mg 139mg
A 923kcal 20.8¢ 1153mg 566mg 1116mg 1320mg

4) F¢4d
dA7A 71333 AFFrte 25 ZAEdely ol f4 AP Yy vl =
Ak gAY %-‘?—D 2 39g/dIz AAoIATt. A it AWE Y 1 o}ﬂlh:/t} ?
of A& gor diko] £&Y el JJoerR 2rxAe] Hastd.

ugt rﬂ
W]
TR

o

3. Plan
) 49#z EF : $4¥02 HESS /713, YA o)At #EE BFd g n
Asli UEE 54 15 S Bgdg
o

9~127149 % 7E 3h

() ¥¢8aF (71, AF5L s} =0
2 gA8te Aol Fasteg dy gude 2123 Fget

A3 2 FdHe

E 10 Y27 44

goks Isoleucine | Methionine | Threonine Valine Protein Energy fluid

AFZ 40~80 10~30 20~40 30~60 25-3.0 80~135 120~135
193] 8-3F | 484-968mg | 121~363mg | 242~484mg | 363~726mg 30~36g 970~1630 | 1452~1635
2449 & 514mg 150mg 453mg 365mg 28.1g 1077kcal 1400m}
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e

5, ile, Met, Thr, Val & tjrle] Bal7} Q= Aelolez iy date) 48 F2d A%

ERizs

-
kg

ORERES

pe4

Thr Val Tl Aoy | FH(keal)
280 328 50 206
150 0 225 687
0 0 [ 153
2 37 0.6 33

2453 mgis [ 365mg 1 2B g 107 7keal =
E 12 57 v YYME(100g &

He(mg) Met(mg) Thr(mg) | Valimg) | d91A(g) | & 3F(keal)
njd MPA 120 0 100 0 15 458
v} PFF 0 0 0 0 0 511
Ross Propimex-1 120 0 160 0 15 480
Ross Pro-Phree [1] 1} 0 0 0 510
uj e Ui g 714 270 770 757 122 510

4) Bl ¥ Intervention
(1) 33
A4 zrldle P4} A R RS olfd £ FIEEAeY, AY LA MPA 9
A =l AAg AAAFAG e Az Fod 242 ABSANFA0 dHE okd
Roz Hd). BIEAA S84 Aol Y FS AYdn of

ols

4 FFA FAIEE 3
gk Aol glolAAM YA daAned ey AHARE FAsrlr stx HYs
gt}

g A3 A3 ile Met | Thr Val Prot | keal
RG] 880cc(Std) 878 | 388 | 798 | 398 | 141 | 590
VA 94
V1 e, as waza 940cc(Std) 924 | 408 | 840 | 984 | 150 | 630
bl 700cc 0 470
Dol RO Sioh T
v ey 28 3 A% +2 [00g 68 32 56 62 1.2 70
T [FE B AE, GRA|T50cPRRyOlF 0 | 500
F7t A% 38 &5 102 50 100 133 2.1 130
6 |29 FE e A uelE 500cc(Std) 501 | 221 | 455 | 533 | 80 | 335
AAAS S 293 AR
850cc(PFF) 0 570
o ﬂr‘). ‘\$-O Q.
W20 (9 RN +0]44) 102 | 50 | o | 133 { 21 | 130

* JY71E ile 485-735mg, Met 180~390mg, Thra15~600mg, Val 550~830mg
() 9IRS : BA AESH} HAE A2 e A8 Axagel daye RiAdA

2% #ae 43l wet JFURBE Aoz PTG} due B i 2AlA
JFRe Pt $4el Fe AdstE Bl Ual LA
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5) Follow-up Evatuation (1/26)
1/10 Organic Acid(Urine, blood)
120 2.3; 718k f71d Z7HE BwEkA ol f714 diAteld s Aol A&
117 Organic Acid, Urine : F AR F7Hd F7]4te]l 91 (126 B1)
1/19  Methylmalonic Acid, Urine: 0.2 mmol/mol Cr (324 0.1~ 5 mmolmol Cr)
1/20 Neonatal Screening
C3 23.10 uM/L (cut-off <5.6) C3/C2 ratio  3.33(cut-off <1.20)
o4 A A0SOV BT Fe1F FolE S
: Nonketotic hyperglycinemia® B @ oy PAMMA ¥+ A=z okm X33t ggo]
wsx] GRoBF diateld AAWS o o4 A ¥Vl &3 AF 3

Aoz olg3icl

< thAtolat Hstol thst MEH X >
ARG § A3 UAO)E FAH001A T -E)
23 434 A3 4Ae 27Ul 2ANRFozN PUAA el BYE AR et
2ARA FF 71
A7) - BE 3T Atele] Aol (vlgete 1Y Felx 7He)
AMNEE - AEARRS, AN ARFFR)
FEA2ERE, d39ad, BHELYZF(HR)

EEEES
BARAY DAF Fol 005199H BAAVLITHSA BG A2E A sl A
of Age] el A WRANE aFFelnl s S 10029 200 AP e FAN FIHES
sheleh. B9 U AwAoz 3T 2WTIBelA bES 2AVE FFE TIFHAY A
2 AdlE e 287 SYsl BY A8)

37 Ag

HaES @ots dde g o thEd o] A de] i Ytk
ALAERT : §FEF A

WA stE 423U dy A 2758 Yol

F71xFFE  Aauldd g} 9 seoddy) < 672080
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