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Target conditions in this program

Causative
Inci
. Disease RUSPY Key nc1flence Confirmation Outcome if not diagnosed gene(s)
Couditivns OMIM | classification | analytes n test(s)’ and treated on time Treatment
Y Chinese® (Gene/Locus
MIM number)
Amino Acid Disorders
*Phenylketonuria (PKU) lin T . PAH
1 S #261600 C Ph 1,2,4,5 Intellectual disabil Diet, d
CERTRR) ore T Phe 14515 ellectual disability iet, drugs (%612349)
BCKDHA
*Maple syrup urine disease (*608348)
li Intellectual disabili 1 BCKDHB
2 (MSUD) #248600 | Core ™ Lew/lle n 12,546 |mellectual disability, carly oo ¢
e et 101,624 death (*248611)
(T PR I) DBT
(*248610)
*Citrullinaemia type 1 1in Intellectual disability ASS1
3 _ #215700 C i L5 ’ Diet, d
(R EFEITIE 1 #Y) ore T cit 118,543 : early death 1L GBS 1 (%603470)
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*Argininosuccinic aciduria 1 in Intellectual disability, early| . ASL
4 e i 1,2, Diet,
R T —FEREE= ) wor900 | O T Cit 592,717 > death iet, drugs | 408310
*Homocystinuria Intellectual disability, . CBS
5 T e #236200 N/A 1,2,5+6 o Diet, d
(=L RBEPRIE) Core T Met neuromuscular disability e, qrugs (*613381)
. . #276700
*Tyrosinaemia Type 1 ’ Intellectual disability . FAH
6 JEN, #276600 Core T Tyr, SA N/A 1,2,5 ’ Drugs, liver
= N 1 ﬂ:lg b ] s~ ) %
(AR ) #276710 carly death transplantation (*613871)
Arginase deficiency Intellectual disability, . ARGI1
7 o #207800 ° N/A 1,5 o Diet, d
(K 2B L) 2 T Arg neuromuscular disability tet, drugs (*608313)
GCH1
(*600225)
*Defects of biopterin cofactor | #233910 PTS
8 biosynthesis and regeneration | #261640 lin . . (*612719)
- ° 1,2,4 Intell 1 1 D
(Group) | CEYMES ERRE FIAEBIEE [E | #261630 2 TPhe || spsu | 1243 ntellectual disability fet, drugs ODRP
H PN B PRIE) #264070 (*612676)
PCBDI
(*126090)
*Citrullinaemia type 2 (Citrin 1 SLC25413
9 deficiency) #605814 | 20 TGt | o0 | B25 Neonatal hepatitis Diet 7603859)
(N EEIMIE 2 2Y) ’
Organic Acid Disorders
PCCA
*Propionic acidaemia (PA) 1 in Intellectual disability, . (*232000)
10 (B LR #606054 Core 1 C3 600,562 2,3,5 carly death Diet, drugs POCB
(*232050)
MUT
*Methylmalonic aciduria (MUT, | #251000 ) L (*609058)
11 ’ 1in Intellectual disability .
blA/B >
(Group) cblA. ﬁ) #251100, Core e 101,625 2,3,4,5 carly death Diet, drugs MMAA
(FFESN — R IME) #251110 (*607481)
MMAB
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(*607568)

*[sovaleric acidaemia (IVA) lin Intellectual disability, early] . VD
12 (R REER) #243500 Core tcs 660,562 2,3,5 death Diet, drugs (*607036)
*f3-Ketothiolase deficiency (BKT) T C50H Intellectual disability, early, ACATI
1 2 ’ A 2 ’
3 (BRI A = 37 #203750 ) Core C5:1 N 3,3 death Diet, drugs | (*607809)
*Glutaric acidaemia type 1 (GA1) 1 in Intellectual disability, early GCDH
14 . ot 231 2,3, .
(% e M 1 1) #231670 ) Core T cspe 101,625 33 death Diet, drugs | (*608801)
*3-Hydroxy-3-methylglutaryl-CoA|
lyase deficiency (HMG) : HMGCL
= A T B )
*Multiple carboxylase deficiency 4953270 1 Intellectual disabilit *Z)ngfg
16 (MCD) e TCSOH | g 1;359 23,45 - eezrlf; del:;l o Drugs ( BTD :
S5 =5 )
(S E M LR i) (609019)
3-Methylcrotonyl-CoA MCCClI
carboxylase deficiency (BMCC) | #210200 lin Intellectual disability (*609010)
1 S v ’ 2,3,5 ’ Diet,
T | G-mEm TR RS LR | 1020 | CC T csoH 18,522 carly death et drugs | ooes
B IE) (*609014)
Malonic aciduria MLYCD
1 24 ° A 2 Intell 1 disabili Di
8 (75— B #248360 2 T C3DC N/ ,3,5 ntellectual disability iet, drugs (*606761)
3-Methylglutaconic aciduria type | Intellectual disabilit AU
19 (3MGA) #250950 2 TCS0H | NA 2,3,5 Ty dea | Diet des (*600529)
(3 B 3- AL I R PRE) y
MMACHC
20 Cbl C/D #277400, Intellectual disability, ) (*609831)
° +
(Group) (FIELPN — FBITIE) #277410 2 Tes NA ] 23,5%6 carly death Diet, drugs 1 o orp2s
(*611935)
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atty Acid Oxidation Disorders
*Primary carnitine deficiency / L Sudden death/earl STLCI2AS
21 | carnitine update defect (CUD) | #212140 |  Core loo |, 81;1 3 3,5 " e‘;e:‘l: cary Drugs (*60337)
(RETHZIE) ’
*Medium-chain acyl-CoA
2 dehydro‘((”ﬁl gifg)e ficieney | 01450 | Core tes |, 61)”?62 2.3.5 Suddﬂ;:gh/eaﬂy Diet, drugs (fg)élg gg)
(FEEEEEG A LEEBE=IE)
*Very long-chain acyl-CoA
23 dehydro(g\fﬁzszg‘;ﬁmncy #201475 |  Core rCl41 | NA 3,5 deats:;g;zeath Diet, drugs (/igggzz %
(i TG A K EBSEE = E)
Long-chain 3-hydroxyl-acyl-CoA
24 dehydm(gLe gﬁzg‘;ﬁmmy #609016 | Core | TCI60H | N/A 3,5 Sudden/early death Diet (fggggf))
(RHENRETNE A LSRG IE)
HADHA
25 Tnfuncnonalgsgm deficiency | co0015 | core | TCleom | N/A 3,5 Sudden/early death Diet (;fjgg;g)
(=MHINREE TR = IE) (*143450)
*Carnitine palmitoyltransferase | L
2% deficiency (CPT1) 4755120 50 2 o N/A 3.5 Intellectual disability, Diet CTPIA
(EET e ) early death (*600528)
*Carnitine palmitoyltransferase If} , 0o+ Intellectual disability . CPT?2
27 deficiency (CPT2) ’ ’ Diet
(B T4EaE ) #600649 2° 116 N/A 3,5 early death (*600650)
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*Carnitine-acylcarnitine Sudden death/ear] SLC25420
28 translocase deficiency (CACT) | #212138 20 TCl6 N/A 3,5 Y er;e:h cary Diet, drugs (*613698)
(Rfe T ZZERERE)
ETFA
*Multiple acyl-CoA (*608053)
dehydrogenase deficiency . ) ETFB
29 (Glutaric aciduria type 2, GA 2) #231680 2 T4, C5 N/A 2,3,5 Sudden death/early death | Diet, drugs (*130410)
(R REMES 2 1Y) ETFDH
(*231675)
Medium/short-chain
hydroxyl-acyl-CoA dehydrogenase A ) HADH
30 deficiency (M/SCHAD) #231530 2° TC40H | NA 3,5 nengﬁzﬁzg Gty | TNl specific (*601609)
(/A SEFCIEAHE A B B Y
ZHE)
ndocrine Disorders
Classic C ital adrenal i isi
assic onge?m al adrena Lin Salt losing c.r1s1s, acute CYP21A2
31 hyperplasia (CAH) #201910 Core T 17-OHP 23, 024 4,5 decompensation, adrenal Drugs (*613815)
(e RMEE FRR R E R AR IE) ’ insufficiency
eroxisomal Disorders
X-linked adrenoleukodystrophy 1 C26:0- lin Neurological disability ABCDI
2 - ”o 1 4 . HSCT
3 XHEHE PR OEEEAR) #300100 Core lysoPC 20,000 >3 adrenal suppression 5C (*300371)
ysosomal Storage Disorder
Mucopolysaccharidosis Type 1 | #607014 { IUDA L E IDUA
33 (MPS 1) #607015 Core enzyme 90 Ol(r)lo 0 2,4,5 Multi-system involvement re 11211 i}:nrint (*252800)
(Bh 2 BB TROAE 1Y) #607016 level ’ P
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Others
. . 1
34 Cystic fibrosis (CF) 49197700 C 2 RT level 1 in 5 Sevcfe liu monari/[- Supportive CFTR
\ e -
(BERE A4 (L) or Vel 128,434 comprications, mut freatment | (*602421)
system involvement
s Spinal muscular atrophy (SMA) Z;ziigg . SMN1 exon Lin . Proligresswe m.usile thIntrathecal SUNT
e BN ore . weakness, respiratory erapy, gene
A e 7 delet 10,000 . *600354
(HRBIEAAZEEAE) #253400 cieton failure, death therapy ( )
36 Galactosemia 30400 | C oa ] v 4,5 Death Diet GALT
ClFURE ML) ore eNZYME | 400,000 : e e (*60699)
level
2
Biotinidase Deficiency Biotinidase lin Neurological disability, BTD
37 — #253260 C 4,5 D
CRUES L. 223 ore enzyme | 30,000 death rug (*609019)
level

*Conditions with an asterisk have been diagnosed and reported locally.

NA: not available

4 RUSP: Recommended Uniform Screening Panel (as of December 15, 2025). Core conditions: newborn screening for these disorders is recommended by the U.S. Department of Health
and Human Services for uniform newborn screening nationwide. 2° conditions: disorders identified within the differential diagnoses of core conditions, clinically significant yet often
lacking efficacious treatments when detected via screening technology, or constituting incidental findings with established or potential clinical utility.

YThe combined incidence for phenylketonuria and biopterin cofactor biosynthesis and regeneration defects.

§Confirmation tests: 1 — plasma amino acid analysis, 2 — urine organic acid analysis, 3 — plasma free carnitine and acylcarnitine analysis, 4 — other locally available laboratory tests, 5 —
genetic analysis, 6 — overseas send out tests (e.g. enzyme study)

$Total incidence of all IEM covered in this program is estimated to be 1 in 4,122 to 1 in 5,882.(Ref 3 —4).
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POSITIVE screening results of the following IEM or genetic conditions require IMMEDIATE medical attention.
e MSUD
e C(Citrullinaemia type I / Argininosuccinic aciduria
e Propionic acidaemia / Methylmalonic aciduria / cbl A/B/C/D
e Isovaleric acidaemia
e [}-Ketothiolase deficiency / 3-Hydroxy-3-methylglutaryl-CoA lyase deficiency / 3-Methylglutaconic aciduria type I
e MCAD
e VLCAD

e LCHAD / Trifunctional protein deficiency

e CPTII/CACT
e GAI

e (alactossemia

POSITIVE screening results of the following IEM require URGENT medical attention (can wait until next working day if the baby is feeding
well).

e PKU / defects of biopterin cofactors

e Tyrosinaemia type I

e Homocystinuria

e GAI

e Multiple carboxylase deficiency
e CUD

e CPTI

POSITIVE screening results for IEM not listed above require medical attention as soon as possible.
All UNCERTAIN screening results should be followed-up by a second dried blood spot +/- additional metabolic investigations as soon as possible.
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