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1 * SD mg/dl

Asp 0.83+0.50 GIn 12.30+ 2.89 Val 194+0.35

Glu 5.87+1.32 Ser 3.22+1.43 lle 0.76 £1.32

His 128+ 0.36 Thr 241+ 0.96 Leu 141+0.29

Orn 2.16 + 0.67 Tau 3.30+£0.62 Tyr 1.79+0.46

Lys 214+ 041 Met 0.24 + 0.06 Phe 0.78 £ 0.16

Arg 0.30+0.15 Pro 242 +0.50 Fischer-P 2.30+043

Cit 0.21 + 0.06 Gly 3.06+0.82
Asn 114+019 Ala 3.26+0.78
2 (mg/dl)

14 22 36 54 68 82 9% 145 174 208 236 266 306 363 425 460
Asp | 009 014 013 030 036 029 019 022 027 052 037 027 039 045 060 0.63
Glu | 161 199 203 261 308 343 237 201 18 296 230 208 243 233 255 231
His | 075 105 094 119 122 093 100 079 08 08 074 076 08 069 109 080
Oon |15 124 112 18 157 173 18 203 173 134 124 075 062 129 144 163
Lys | 200 238 215 265 18 289 298 324 28 131 19 176 120 289 346 256
Arg | 138 173 134 184 09 149 201 201 156 039 08l 08 057 137 140 105
Cit 595 111 38 379 136 166 401 327 126 038 160 075 046 072 055 044
Asn | 122 117 101 116 097 104 110 092 077 057 073 070 071 097 125 0.90
Gin | 192 225 164 18 339 389 236 18 340 666 532 348 518 458 612 491
Ser | 139 149 136 117 141 111 142 161 131 152 08 070 08 138 18 126
Thr | 586 742 563 664 474 257 38 269 250 102 165 127 102 137 329 203
Tau |259 301 317 194 159 337 200 204 292 606 233 302 381 290 279 339
Met | 053 103 124 224 210 206 319 653 102 024 039 032 020 054 094 044
Pro | 142 152 118 134 203 166 213 199 175 093 257 092 08 105 161 157
Gy | 152 173 148 177 160 158 155 168 127 167 158 129 120 170 181 158
Ala | 120 111 102 150 18 224 203 159 18 224 205 154 161 223 241 231
val 143 09 098 128 161 18 258 203 210 134 178 211 18 451 586 455
lle 050 037 049 059 041 053 095 062 077 071 069 069 061 176 259 166
Lew | 094 057 060 08 058 069 145 107 116 095 113 115 102 247 38 240
Tyr | 684 274 249 | 595 906 120 477 241 137 090 150 091 087 305 | 368 230
Phe [301 079 054 175 122 115 (232 08 066 053 092 076 070 124 142 133
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A Genetically Diagnosed Infant with Citrin Deficiency Suspected by
Neonatal Mass Screening

Yasuko Tagami  Shosuke Nomachi  Emiri Nakazawa  Naomi Okegawa
Kumiko Fukuda  Yoshikiyo Mizushima  Tsuneichi Ozaki  Kozo Fujita
Noriko Hiura 1 MitsuruKubota 2  Masayoshi Nagao 3 Takeo Nakgima 4

Citrin deficiency is one of the genetic diseases which can be detected in the newborn mass-screening by
hyperaminoacidemia and/or hypergalactosemia. Our citrin deficiency case showed hyperphenylalanemia in neonatal
mass screening. He was strongly suspected to be a patient with this disease due to hypercitrullinemia by secondary
test (analysis for 21 kinds of amino acid) using the same sample.  His genetic diagnosis was done at his age of 54 days
old. Hewasclosely followed up and his hepatopathy was treated properly. We could observe the periodical changes

of hisblood values of amino acids and galactose during his neonatal period and infancy.

1 Hokkaido Pharmaceutical Association
2 Department of Pediatrics, Hokkaido University School of Medicine
3 Department of Pediatrics, National Nishi Sapporo Hospital
4 Department of Pediatrics Ssapporo City Hospital
- 40 -



