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CRP 4.84 mg/dl RBC 399 x104/mm3 BR
Glu 8 mg/dl WBC 4,870 /mm3 SG 1.015
GOT 57 TU/L Hb 11.3 g/dl pH 6.0
GPT 24 [U/L Het 34.5 % BH 300 mg/dl
LDH 762 TU/L PLT 78.4 x104mm3 VE 0 mg/dl
CPK 192 IU/L k¥ 150 mg/dl
BUN 24 mg/dl R A i (2+)
CRE 0.47 mg/dl pH 6.796 aimEk ()
NH3 363 mg/d 1 PCO: 194 mmHg B ()
Lac 6.3 mg/dl HCOs 2.8 mmol/L MmEERIE ()
Na 143 mEq/l B.E. -28.2 mmol/L
K 5.4 mEq/l AG 24.2 mmol/L B R A
Cl 108 mEg/1 Glu 11 mg/dl MRk 14/3
Ca 109 mg/dl Lac 0.7 mmol/L Hiz 93
o btk £8 5/3
33480 pmol/L I =F v 25 HE = 112 mg/dl
B-t KX oERER TV —AN=F bE 36 meg/dl
21680 pmol/L 19.7 umol/L Cl 126 mg/dl
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ExFy 95 mg/ke/d
AF - 20 mg/ke/d
REEMNa 500 mg/kg/d
FAXZY 609 me/kg/d
PH 6.796 7.369 7.491 7424 7.325 71327
HCO, (mmol/1) 28 18.1 217 227 184 210
BE (mmol/D) -282 18 -3.3 -18 -89 -33
AG  (mmoi/h 242 4.4 ~-0.8 2.0 11.4 8.1
Glu {mg/dl) 8 107 120 85 79 98
TKET {1t mol/L) 33480 191 203 4585 124
30HB {1 mol/L) 21680 128 134 3420 76
AcAc (i mal/L) 11800 63 69 1175 48
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C50H C50H/C2 C50H/C3 C5:1
BE1 3.61 0.243 2. 47 0.85
BE 2 0. 54 0. 063 0.56 0. 048
#E 3 0.50 0.071 0. 48 0.043
BE4 0.52 0.079 0.51 0. 055
BES 0.43 0. 049 0.27 0.133

7 AR VR PR AE

(mean*+SD.:.nmol/ml)

0.16+0.07 0.014%0.006 0.167%0.090 0.16%0.11
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1 ABALTSTHEORBMET LI FAT—ERBEOCKRHAE

Japan* Asia/Total China india Vietnam Thai Korea
8,944 3,762 2,251 798 627 54 32
:2. z; c::iZi(asn:l?tI:edc:sease (detection incidence, %) 194 407 207 128 65 5 2
-otp L (2.3%) (11%) (9%) (16%) (10%) (8%) (6%)
Organic acidemias 45 164 103 45 18
14 29 13 12 4
31 37 16 17 3 1
? B-keto-thiclase def 5 24 [ g 8 1
CGIGHENC aeiduna type ™t g 19 ¥4 6 q
Muitiple carboxylase def. 16 15 8 5 2
5-Oxoprohnansa 8 15 5 1 g
3-Methylglutaconic aciduria 4 6 1 4 1
Glycerol kinase def. 1 3 3
4-OH-butyric aciduria 2 4 4
MCC def. 4 5 4 1
HMG-CoA lyase def. 5 5 4 1
Isovaleric aciduria 1 4 2 1 1
Glutaric aciduria type 2 7 4 1 2 1
Alkaptonuria 2 8 1 5
2-OH-glutaric aciduria 2 4 1 3
Others 1 2 2
F_auy acid oxidation MCADD 8 7 4 2 1
disorders VLCADD 7 3 1 2
MTP 1
Carnitine transporter def. 3 3 2 1
CPT-2 def. 1 4 2 2
others 2 3 2 1
Amino acid disorders SuUl 3 adl 4 &
PR+ hyparphenyislanema) 1 15 [ 1 5 1
Homocystinuria 3 2 1
Others Peroxisomal disease 3 2 1 1
FDPase def. 2 1 1

£2 BHERKFTBHSNEZBZY M TFAT7—EREBEBEOHENHHER

A BHEH
S:EZEH
2M3HB :
2-AFI 3-8 P UHER
TG F LY T Y v
Cs:l:F XU NIN=F
C5-OH:
2-AF N3 Kax7F
Jynhnv=F

GC/MS MS/MS
B | Case | B2HiFY 2M3HB TG c51 C5-OH
No. | 4 <13 00 <02 <10
BA i 8m | A| 35 = = =
2 3ydm | A 236 - &+ -
3 3ydm | A| 218 - - -
4 3y8m | A| 40 - x x
5 2 | A x X 1.48 185
HhiE i 5m | A 129.2 800 0.24 -
2 fylm| 8 610 300 0.29 1.30
3 tyim | A | 1259 204 0.70 1.68
4 2y6m | 2 x x + 019
5 taylo | 2 x x 0,60 035
6 21s| 129 3846 x p
1oF i 6m | A | 9504 8535 x x
2 Tm | A 83.5 ? X X
3 Tm | A| 314 1288 x x
4 yimls| 767 + x x
5 2y5m | A 320 — prd X
6 ilybm | S 435 185.1 X X
7 2 |s| 201 428 x %
8 2 |s| 1605 640 x X
9 2 ls| "+ + x x
REFL ] 3m | A | 2031 2280 042 110
2 am| S| 537 ? 0.19 109
3 6m | A | 1201 2078 0.60 273
4 Im| Al 1327 1017 078 192
5 fim | A | 2191 1927 0.89 246
6 v9m | A | 139 472.1 0.53 152
7 ayim | S| 341 168.2 1.20 235
8 2| A | 1187 212.7 0.44 138
24 1 vy} ? b x 1.21 283

!
N -
1
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Table 1 Clinical and molecular summary of T2-deficient patients.

The first crisis Prognosis Mutations Polymorphisms
Cons Sex Death Onset Preceding pH HCO3 BE Gluc NH3 Unconsci Poly- Mechan Number Present Condition Paternal Maternal Msp IP TagiP
angui of efder of st ilness ose ousness  pnea ical of age aliele aflele
nity siblings  crisis ventilat crises
ion
Vietnamese
GK70 - M 34m pheumonia 85 196 Coma + + 1 45 delayed R208X 163_167dels Mm Tt
ins2
GK72 - M Sis2dm  12m pneumonia  6.93 4 ~26 2 Coma + 2 4 good R208X R208X MM TT
GK73 - M Brotim {3m 708 24 =27 58 86 Coma + 1 4 good R208X R208X MM T
GK74 - M 18m  pneumonia 69 2 -20 5% 96 Coma + + 2 edat2yr vsio- R208X Mm Tt
1g%c
GK75 - M Bro2lm tim acute 6.88 1.5 53 394 Lethargy + 1 2 good R208X R208X MM T
diarrhea
GK76 - M 13m 71 33 -2 194 Coma + 2 4 good R208X R208X MM ke
GK79 - F 12m acute 11 4 -20 § Lethargy 2 35 good R208X R208X MM T
diarrhea +
GK8o - 3 9m acute 688 26 -28 55 130 Coma + + 1 1 good R208X R208X MM TT
diarrhea
Dutch * *
GK35 - M 12m pneumonia  7.13 8 -21 3 lethargy + 2 14 good R208X NS11+20¢ mm Tt
GK36 -~ F No acute episodes ] 13 good R208X  IVS10-2a>¢ mm Tt

GK79 was evaluated in stable condition after two acute acidotic episodes and diagnosed as having T2 deficiency
GK36 was suspected of having T2 deficiency by organic acid analysis performed for evaluation of motor skills at the age of 1y9m.
Deaths of elder siblings due to metabolic decompensation were noted in 3 patients: Sis 24m means a sister died at 24 months of age.

Aln Duteh patients, familial segregation of these mutations was nat determined
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