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Preenancy complicanons in untreated cempared with treated eroups
= =

Untreated Treated
pregnancies pregnancies OR-(95% CI)\"—F°

All pregnancies 126" 707

Spontangous abortion 1) 6 1.0 (0.3, 3.3) 099
Pregnancy termination 1 0

Molar pregnancy 0 1

Intrauterine fetal death 2 2

Preterm delivery 3 & 05¢0.1, 1.9 0.28

Prick BW, J Inherit Metab Dis (2012) 35:993-999
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Neonatal sequelae in untreated compared with treated group’

Untreated pregnancies (n = 126)° Treated pregnancies (n = T{]]'?
Total n° n With sequelae Total n° nWith sequelae OR (95%C1)°* P’
SGA 99 19 54 4 1.4 (0.3, 6.0) 0.66
Microcephaly 1 (4 43 53 10 3.8 (14, 98) 0.007
CHD 76 5 45 2 1.4 (0.3, 7.7 0.69
IDD 81 38 42 H 3.641.4,94) 0.009
FD 28 14 39 6 4.0 (10,162) 0.05

' CHD, congénital heast disease; FD, facial dysmorphism; IDD, intellectual or developmental-disability; SGA, small for gestational age.
21153 women and included 2 sets of twins.

*In45 women and included one twin pregnancy.

? Untreated compared with treated.

! Analyzed by using generalized estimating equations.

% Number of neonates for untreated and treated pregnancies with known neonatal outcomes.
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o MK FHAT = A 6 TR
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™No CHID (mn—388)

CHYI» (re=—2R8Y

S“ariable Number Median (TR ) e M =d iam (TR W ilooo Aud justed *
P wvalue P walue
Blood Phe wecks 4-8 3BT S5G. 27T (F26. 92 67T 07) 28 1227 .3 (PRT . 60— 1502.05) == OO 1 e
Protein Intakoa’ (g)** 20 6T 92 (S5 TO—T7_24) 12 IB.6 (2943 56.47) O O3 L T T
Phe Intake (mg) 206 543 (39804 ) 11 B02 (ST _ 18— 120:4) O 0134 009 16
Plasmma amino acid (wuhi)
Proline 197 L4002 (11005176 98) 11 LD T e (BT.03 124 99) O_MO2F O.O11R
Saliree 211 196 .31 (1S 27T 230.89) 11 15228 (134 .71 —181.30) 0023 00537
Methionine 211 20 98 (1l 42— 26.51) 11 L& T (14 48— 19.97) OOIR3 L T e
Isoleucine 215 52 (A3 D0—a3 0 1) 11 403 (3T 9T7—52.00) O O1LT7TE OOl RS
Leuwcine 215 G O3 (B4 O 1—119 _50) 11 TR 49 (B 03 —R4.01) O 03 LD I )
Phenwvlalanine 218 A4RGO03 (3OO 5S2—T90.56) 12 82253 (513 . 53— 1071 0 0028 S 0. 3208
Lysine 210 149 45 (127 20—1 80.22) 11 113 a8 (9T7.13—151.21) OS5 3 OO TS
Arginine 93 59 .01 [ <her A4— T 0 T 38 (23 9952 _49) 00226 D_De6S
REBC folate (ngs/ml) 149 420 (2B 1—a05) =] 271 (25T —-391) 00363 O 37T

SR ntergquartile range, CHOD not including patent doactas artenosus

*= Association with CHID, adjusted for blood Phe, by mualtiple logistic regression

=*Protein Intake inclaedes protein from natmaral food and medical food.
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3 TN e IN EERBA
(mg/d) (g/d)

224 (<127) 265-770 6000-7600 » 70
Z & 5" (1228 7) 400-1650 6000-7600 » 70
Z 3 (2840)8) 700-2275 6000-7600 » 70
" $LHA 700-2275 6000-7600 » 70

Vockley J et al. PAHTR = JiE {11276 45 F9.2014, Genetic in Medicine ACMG Prac tice Guidelines
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Grange DK, et al. Mol Genet Metab,2014,112:9-16; Grange DK, etal. Mol Genet Metab 2014 ,112 (2014) 9 - 16

KochR, et al. Mol Genet Metab,2008,1367-1368; Fellet F,atal. | Inherit Metab Dis, 2014 Sep;37(5):753-62
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