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PERE 10457 A 24 B E - 1040401614 3484 I

5 I % BY 2R
. B3R B (R Rk BRI IR B
| 80%st )
 [HAEFFEE (Achondroplasia) = 1,200 7% (1,500%80% )
FGFR3 A B R 54

Lg% ] & (Acute intermittent
porphyria) 2 HMBS # B & 4t 5-#f

(1) B—4F (exon) : 640 7z (800*%30%)
()£ EHZ A 548,90 7 (11,200%80% )

M3 & ek 8 (Alagille syndrome) 2
ARD

(1) S4osk%k (deletion) H7E 1,200 7t
(1,500%80% )

(2) B—H A2z AW E A 454 1 58 12,000
7 (15,000%809% )

(3)2HBEEHF4: 25200 7t (31,500%80
%)

% 16 4% K& ( Apert syndrome) % FGFR2
AR EE '

(1) 2804 ¢ 1,600 4 (2,000 ¥80% )
(2) B—4F (exon) : 640 7t (800%80%)

FERLBRASRESE FHEE
( Aromatic L-amino acid decarboxylase

deficiency ) . AADC % B % % 454

9,600 7 (12,000%80% )

BReBENS BT REAR
( Autosomal recessive polycystic kidney
disease) z L H L Hf

(1) B—4F (exon) : 640 7t (800%80% )
(2) EAT:R1E82 87 3,200 7t (4,000%80% )

Bartter’s syndrome 2 % H %

(1) B—4F (exon) : 640 7t (800%¥80% )
(2) 2% B EF 5% 24,000 77 (30,000%80
%)

Beckwith Wiedemann K 15 2%£( Beckwith

(1) KCNQU . H ¥ R1i2 E 547 * 4,800

*Q00
g |Wiedemann syndrome) KCNQI ~ H19 £ (6,000%80% )
B 55 4 547 (2) H19 A B 7 £4b42 B 54 ¢ 4,800 &
(6,000%80% ) '

4 458841 % & (Biotinidase deficiency )
Z BTD A B RE 547

(1) B—4F (exon) : 640 7 (800%80%)
(2) 2 EBEF 5 12,560 7 (3,200%80% )




&

MR B

R B 2R
(HRF g 7 BB Bl 3 95 - B
80%3t )

10

BEM A2 E (Carnitine deficiency
syndrome, primary ) % SLC22A5 X H %
B

(1) 8—4F (exon) : 640 & (800*80% )
(2) &R Z A4 6,400 7 (8,000%80% )

11

BREBEWRMA F EE (Chronic primary
granulomatous disease) Z CYBA % H &
kil

7,200 7T (9,000%80% )

12

BEBBMAFER (Chronic primary
granulomatous disease) % CYBB #E &
o

7,200 5t (9,000%80% )

13

BAMIE M A ¥ &% (Chronic primary
granulomatous disease) 2 NCF1 AR %

7,200 5t (9,000%80% )

14

BB A ¥ s (Chronic primary
granulomatous disease) % NCF2 kB %
8 o

7,200 7T (9,000%80% )

15

FEMIE M A FER (Chronic primary
granulomatous disease) 2 H202

production 3/ B 54

1,600 7z (2,000%80% )

16

BB g % — A (Citrullinemia type I)
Z ASS1 AR R 454

(1) E—4F (exon) : 640 7t (800%80% )
(2) 2 RBE R/ 110,240 7
(12,800%80% )

17

S\ BEEE £ 5 — 7 (Citrullinemia type 1)

Z SLC25A13 BB B8 547

(1) E—4F (exon): 640 ;v (800%80%)
(2) 2&BEF45# 11,520 &
(14, 400%80% )

18

SEEETHF £ (Cleidocraninal

dysplasia) 2z RUNX2 ¥ B % 4 5

(1) B2 B85
(2) 2 KRR o547

1,600 7t (2,000%80% )
5,200 7 (6,500%80% )

19

|Cockayne K J #% #f( Cockayne syndrome )

Z ERCC8 (CSA) #E R 454

(1) Era R BB i4
(2) 2 5B A4

2,000 7t (2,500*80% )
7,600 7. (9,500%80% )
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| ¥ % By 23R
(RELES BRHBIMERZT W
80%3t X-)

20

Cockayne K 1% #£( Cockayne syndrome )
Z ERCC6 (CSB) kB ZE% 54

(1) B4 BT 1 2,000 7T (2,500%80% )
(2) £ X8 EF 54 1 10,800 T
(13,500%80% )

SR/ FBREAY RS (Congenital

21 urea cycle disorders ) = 3k B ¥ #f B3 (enon) : 6407 (300780%)
FRMES ZBEHKES EEIEHR
22 | ( Congenital hyper IgE syndronie) z 7,200 & (9,000%80% )
STAT3 A B R¥ 54
RS EEREES EEIEH
23 | (Congenital hyper IgE syndrome) = [7,200 7t (9,000%80% )
DOCKS % B & % 547
Comelia de Lange K E £ %% ( Cornelia de
24 |Lange syndrome ) Z NIPBL ~ SMCI1A ~ (32,000 7. (40,000 *80% )
| |SMC3 - RAD21 £ B @85
25 Crouzon K £ 1% 2% (Crouzon syndrome ) §— 53 (oxon) : 640 7 (800%80%)
2z FGFR2 A B R % 5-#1
(1) 2ABEAHH: 12,000 T
4 4k 4k 4:16E (Cystic fibrosis) CFTR # (15,000%80% )
MEEL TS (2) elrgR®R: 2,000 1
(2,500%80% )
- DiGeorge's 7 1% #( DiGeorge's syndrome ) 7200 7 (9,000%80%
z TBX1 £R R¥ 54
- DiGeorge's JE & :.#( DiGeorge's syndrome ) 3,480 7 (4.350%80%)
2 22q11.2 deletion #7%
(T4 AR s/ EH R/ REA 547:2,400
74 (3,000%809 )
N (2) k& REEL2ER 24 © 6,400 T
29 | £ B2 R AR £45% (Duchenne muscular (8,000%80%6) ,
dystrophy) 2 3 (3) A BEF94: 36,000 4/ &F
( 45,000%809% )

(4) EATiEELH
W A 5600 01,600 7u/A (2,000%8094 )




& w

%R B

¥ % 8h & HR
(RFERERERMBIMERZ > HB
80%s %)

M 55 4% E 12,400 /A (3,000%80% )
M 5 27K 12,400 5/ A (3,000%80% )

30

sk #7388 (Fabry Disease) Z £ 3% 4% H &
Mz i8]

(1) TVS4+919 4245 3] © 1,200 7t
(1,500%80% )

(2) E—4-F (exon) : 640 7 (800%80% )

(3) GLA KB R A 54 © 4,480 it
(5,600%80% )

Re B B B.4u1E A &M (Fatty acid

31 |oxidation defect ) FIukit OBt 3 5 | E—%F (exon) : 6407T (800%80% )
— 4z KBk
& o ol A R :
32 X 2L E (GalactosAemia) z & Sl F—4hF (exon) 640 70 (80078096
% & K% ( Gaucher's disease) 2 GBA #£| (1) E—4-F (exon) : 640 7t (800*80% )
PR x ey (2) 2 A B EF 54 7,680 7t (9,600%80% )
ek K
34 | /% —8 sk F — % (Glutaric aciduria type| 38 — #hF (exon) : 640 7t (800*80% )
1) 2 £R8%
15 AFaEsE#E la Y ( Glycogen storage (1) E—2 R 11,600 7w (2,000%80%)
disease type la) 2 G6PC AR R & 441 | (2) 24 B EF 44 1 3,600 7T (4,500%80% )
36 i’éﬁ‘fiﬁ%ﬁ‘fiﬁﬁﬁ ( Hereditary spastic % — 4§58 7 (amplicon) : 640 70 ( 800%809)
paraplegia) = A H %
—
37 | & Be Bk ok (Homocystinuria) 2 AR (¥ —#F (exon) : 640 7 (800%80% )
Ei
(1) A EA 1,600 /A (2,000%809% )
Rk (2) BATEG 58T : ,
38 | ¥ T4E# 3% (Huntington’s disease) 2 B 5554wk - 3,600 70/ A (4,500%8093 )

A B

B s 54k E 3,600 7T/ A (4,500%809% )

B 55 5% K 13,600 /A (4,500%80% )




K P

- HARIA B

¥ % B 23R
(AR T R 7 B W BY ML ML E » AR Bl
80%st %)

39

1B Bs e (Hypophosphatasia) 2
ALPL z AR REo#

7,040 7 (8,800%80% )

40

ok kok ok

&% % 3% (Incontinentia Pigmenti) 2
& B 35y

(1) B—#:% (deletion) {83 : 800 7t
(1,000%80% )

(2) E—5H2AHEA 8,000
(10,000%809 )

(3) AAWisEs 3,200 5t (4,000%809% )

2% ok ok ok ok

41 | B K8k fgE (Isovaleric academia) 2 3 |B—4F (exon) : 640 ;L (800%80% )
B
H $% 1% 5 12 8% (Kabuki syndrome ) MLL2 (1) FE5RE 21,600 & (2,000%80%) _
2|9 8w o (2) 24 B EF 454 117,600 7T (22,000%80
%)
ok ok (1) By 640 5t (800%809%)
43 | i@ K (Kennedy disease) 2 A B | (2) 8 BAE AR 247 ¢ 1,200 74 (1,500%80
2] %)
sk ok ’
44 1% b K& (Kenndy disease ) % Expand 1.200 7 (1.500%80%)
tander reapeat (JEEE REUA R ) 2 A A%
e .
Kok okkok
Leigh disease z T14487C ~ G14459A -
45 1T10158C ~ T10191C ~ C11777A ~ B —4r g5t 640 5t (800%809% )
T12706C ~ T8993C ~ T8993G % #.2 (hot '
spots) 2 3K B K4 N
Lowe Bz (Lowe syndrome) 2 (1) B4 B R ET 1 2,000 7 (2,500%80% )
46 OCRL £ 5 2 8 44 (2) 2EBEZ A5 - 14,400 7o
(18,000%80% )
sk ok ok
47 |4a4E & (Maple syrup urine disease) Z |¥—#F (exon) : 640 7t (800%80% )

AE S




¥ % A B &4

; WA B (RFREFH BRMBHPERR W B
| 80%3t X)
g | TR A & BB

( Medium-chain acyl-coenzyme A
dehydrogenase deficiency) =z A B %

B4 F (exon) : 640 7t (800*809%)

49

¥R K dsE (Methylmalonic
academia) = X H %

B—4F (exon) : 640 7t (800%80% )

H 4R B 4 Fs (Mitochondrial defect) 28

(1) #1738 1,600 T (2,000%80% )

50
FAE AR B FF MR (2) 5 38 8,000 7 (10,000%80% )
EEE 2+ 3
B s 2 A3243G ~ G3460A - (1) E—gE% : 640 7 (800*%809% )
A8344G ~ T8993G ~ T8993C ~ T10158C ~| (2) 3 A=t 4447 * 1,600 7t (2,000%80
51 [T10191C ~ C11777A ~ G11778A ~ 9%)
T12706C -~ G13513A ~ G14459A - (3) 514 EE 48 A4 © 2,400 & (3,000%80
T14484C~T14487C S sh it A F 2L 2 4 9%)
il
kokodkedkok
52 | B R R i L B (mt DNA 4977| 8 — 4% : 640 5t (800*809% )
bp) #t%k (deletion) 447
%M taEs: 2 5 (Multiple
~E P (1) £—4F (oxon) : 640 7 (800%80%)
53 |carboxylase deficiency ) 2 HLCS XA & _
(2) A HEF5H 7,680 7 (9,600%80% )
g
. . (1) B4 BRI 2,000 7 (2,500%80%)
PSR MR AR BE R = -
: (2) 2 £ B8 EFE 547,200 7t (9,000%80%)
54 | (Neurofibromatosis type I ) = NF2 % )
. (3) MLPA #:&/&4 M odr - 3,200 7t
B RS oH '
(4,000%80% )
55 Niemann-Pick K& A A (Niemann-Pick | (1) BE—4F (exon) - 640 7 (800%80%)

discase type A) 2 SMPD1 # B % % 4547

(2) 2% E E A5 - 3,840 7t (4,800%80% )




g ¥

KBIRH

¥ % B &R

(R F AR BRHBIMIERZ > W Bh

80%3+ X )

56

Niemann-Pick K72 C #! (Niemann-Pick
disease type C) Z NPCl1 A E BE o4

(1) BE—45F : 640 5t (800%80% )

(2) 2XRZA 54 12,000 T
(15,000%80% )

(3) MLPA #:k/EHR M54 3,200 T
(4,000%80% )

57

B Bk £, 7 88 K 3845 654 2 % (Ornithine
transcarbamylase deficiency )2 OTC % H
R4

E—4F (exon) : 640 7t (800*30%)

58

A8 & 4% (Osteogenesis imperfecta) g
Jo R4 BE 2 AR

2,000 7 (2,500%80% )

59

AFAR4eE (Osteogenesis imperfecta )
COLIAl AR 2 AR EHF

20, 280 7 (25,350%80% )

60

A F F 2% (Osteogenesis imperfecta)
COL1A2 (R & KB & &

22, 360 7t (27,950*80% )

61

F 840 LI B F B S R b

( Persistent hyperinsulinemic
Hypoglycemia of Infancy (PHHI)
GLUDI1 R E R4 44

B—4F (exon) : 640 7% (800%80%)

Pfeiffer K& 1% 8% (Pfeiffer syndrome) Z

62 ¥ —9hF (exon) 6407 ( 800%80% )
FGFR2 & B % % 54 ’
dkokkck

63

¥ 8% (Phenylketouria) Z 2 B3l

B —4F (exon) : 640 7t (800%809% )

64

B B KJE (Pompe disease ) 2 GAA X

% 4 5

(1) B—2: 24 1 640 7t (800%80%)
(2) 2XREF 54 112,000 7
(15,000%80% )

65

%% (Porphyria) = HMBS X R %4

St

8 —4hF (exon) : 640 7t (800%80%)




®

A B

¥x &% A8 BY &4
(R F R 7 B R B LA > W B
80%3t X )

66

% H# (Porphyria)

1. Rk :PBG/ALA &5

2. fki#& : Porphyrin HPLC 42! 4%
An. 3% : Porphobilinogen deaminase( PBGD )
EES

2,000 7t (2,500*80% )

67

WATHREEAANETEEE
(Progressive familial intrahepatic
cholestasis ) Z £ K%

(1) ko —PE3-F (amplicon) : 2,080 5t
(2,600%809 ) .

(2) B4R AR EAF  £15 12,000 T
(15,000%80% )

(3) 28 A B Z A © 36,000 & (45,000%80
%)

68

B4 K% (Rett syndrome) FOXG1 4
B R %54

RE A ¢ 3,200 74 (4,000%80% )

| 69

B4 KRR 128 (Rett syndrome) MECP2 &

RS

(1) SrRge s (KEKE) 1,600
(2, 000%80%)

(2) CoRET /4 (AR 4,000T
(5, 000%80%)

(3) MLPA 4# : 2,400 5t (3,000%80% )

(4) BB R# 54 3,200 7 (4,000¥80% )

70

=45 Kz 1228 (Rett syndrome) CDKLS5
B M 5

(1) SsoREgms4r (RHEAE) 11,6007
(2, 000%80%)
(2) eeRemod (EFRR) 4,000

(5, 000%80%)

(3) MLPA 4r#f : 2,400 it (3,000%80% )
(4) X8 R o471 16, 0007T (20, 000%80%)

71

smAk AT BE % 8B4k 2 JE (Short-chain
acyl-CoA dehydrogenase deficiency) %
ACADS B % 4 ¥

(1) B—4F (exon) : 640 7t (800*80%)
(2) 2 KB Z A 5# 6,400 7T (8,000480% )

72

3 B & Mg (Sitosterolemia) = ABCGS
R EEG S

(1) £—4F (exon): 640 7 (800%*80%)
(2)2 3% B = A 447 £ 8,320 7.(10,400*80% )




= P

MR B

R % B 23R
(R F Rk 7% BB By R HBh
80% X-)

73

F El 8% 7 (Sitosterolemia) Z ABCGS
A B RS S5

(1) 8—4-F (exon) : 640 7 (800%80%)
()&% B &L 548,320 74 (10,400%80% )

74

ok ok ok ok

FRMEALA £ 4 (Spinal muscular
atrophy) Z 3B

(1) AA 1,600 /A (2,000%809% )

(2) vl sdE:
W 555kt 1,600 /A (2,000%809 )
B A 5L 85 1 2,400 7/ A (3,000%809%)

75

ok ok skok

3855 1% % 4% & ( Spinocerebellar ataxias )
Z KB E

W 5555k ¢ 2,400 /A (3,000480% )
(1) AA T E7 1,600 /A (2,000%80% )
(2) EATEE350 .

B 5 5% ¢ 3,600 7o/ A (4,500%8096)

B 5 545 3,600 /A (4,500%809 )

W #5520k 3,600 /A (4,500%809 )

76

sekkkok

&M E M 2 s (Thalassemia major) 2
AEP

(1) AA 2,800 /A (3,500%809 )
(2) EATHARHET
W 5 5k ¢ 1,600 76/ A (2,000480% )
B s 54%% 1 2,400 /A (3,000%8096 )
M s 5%k 2,400 u/ A (3,000%8096 )

& %% (Trimethylaminuria) 2 FMO3 %

(1) B—4F (exon): 640 7 (800*30%)

rr Ty (2) & KB & A5 1 5,760 72 (7,200¥80%)
kkkokk

78 t4& & M AR b ( Tuberous sclerosis) 2 % (B B & & 44 © 24,000 5t (30,000%80% )
32 #r

79

| B pe®t Fe b BG4 5 % (Tyrosine

hydroxylase deficiency ) =k B 3% &7

B4 F (exon) : 640 5t (800%80%)

80

BB K 1% 2 (Williams syndrome ) 2
7q11.23 2 A B

3,480 7 (4,350%80% )

81

B A A KJE (Wilson's disease) 2 A H %
Bt

(1) E 40 BE A 2,000 5T (2,500%80% )
(2)2 £ B & B 549,600 75(12,000%80% )




RIH B

&

I & B &9
(RERER BRI IENL W B
80%+ X )

Wiskott- Aldrich K E/% 2 (Wiskott-

82 |Aldrich syndrome ) z WASP 4 B % 4 47,200 7t (9,000¥80% )

#

3-FHRU SN ARt EEsE
83 | (3-Methylcrotonyl-CoA carboxylase
deficiency) 2 MCCCI1 % B R & 54

(1) B—4#F (exon) : 640 7t (800*80% )
(2) £ABEF54 1 12,160 7
(15,200%80% )

3-FRAC MM AgbEfss g
84 | (3-Methylcrotonyl-CoA carboxylase
deficiency) 2 MCCC2 £ R B4 24

(1) B—4#-F (exon) : 640 7 (800%80%)
(2) 2R EF 54 10,880 T
(13,600*80%)

- AMETREMELHRXETRAARIBRAM  VHBGERERBENARMEEX G P RE

EHMECEMTE  SRBEEEF A WRAEIE MR IITIRI » BEMT LT -
ARG RB BB TR IR REE2 SRR TLARLRAME  ShmEe TE0. 55
BREMFERE ) FHRBBEZHR  WpEEDHRHRLY -

BABEME "TTRESRAHBERE X TEAGEMERAERE ERME | 2 AKX £52—

PR G  FEFERTAH

R BT AR RBEREEL T RRREE o 10 -
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PARFBARSRBRHBAIACHGTREEIRBMA T

ke

5 4 ROBBRETR
ke 7R B R4 iﬁ,ﬁkﬁ‘ L -0
HEH
H851BS £ 457 (Spinocerebellar ataxias) | #-3/NASR L L8y 45 79 2
& Nk 3R M R
if\,@&.r&ﬁﬁm ( Thalassemia major ) % 52 B 51 6
-gér:kk' A . i &5 A
% gtk #2157 (Tuberous sclerosis ) Z & B ey 44 1
BB AKE (Wilson's disease ) z 3L B 35 #f BAARE 41 -
FTiES55E (Hunti s di -3 B . 3
;]:1; A# 3y (Huntington’s disease) 2 3k TR A B ISR 18
j}fﬁiﬁ,}i ( Fabry Disease ) % R4 B &4 Fabry Kk 37 ]
FERMILAELE (Duchenne muscular . - 2
dystrophy) 2 & H % R RALA ZHRE 33
#r 4p B & s (Mitochondrial defect)z &
FA% i 48 B 0 M R )
e 42 8% % g% 2 A3243G ~ G3460A ~
A8344G ~ T8993G ~ T8993C ~ T10158C ~
T10191C ~ C11777A ~ GI11778A ~ 1 » ‘
T12706C ~ G13513A + G14459A - AR RAR > 5
T14484C ~ T14487C 5 41 58 K Bl 2L 78 4 4
#
R s 2 AR (mt DNA 4977
bp) #:% (deletion) 4 #f
HFEMEALA £ 5 E (Spinal muscular 2 m sr o 2
atrophy) 2 £ R FAGIALA é%ﬁ 32
4% K E % 2% (Rett syndrome) FOXGIA R
RN H '
M4 K E /2 (Rett syndrome) MECP2 A R 5 4 o B )% ]




45 KE 2% (Rett syndrome ) CDKL5 &
R A B

BT KR 22 (Williams syndrome ) 2
7q11.23 2 A B %

RO B 4 B

27

BEBEFAEE ( Achoﬁdroplasia ) =
FGFR3ZA B X & 54

23

mE R & (Osteogenesis imperfecta) 240
R EE2 TFrER

B R 2 (Osteogenesis imperfecta )
COLIAIA R 2 X B 2 A

A 2E (Osteogenesis impeffecta)
(COL1A2KX B2 E B £ A

22

BAM Jﬂiﬁ*%‘% % 5 (Carnitine deficiency
syndrome, primary ) 2 SLC22A5 B & 4 4
»

B PE R ER AR 2

21

DiGeorge'ssE % 2% ( DiGeorge's syndrome )
ZTBX1& B & % 504

DiGeorge'sf 42 (DiGeorge's syndrome )
2.22q11.2 deletion 4-#F

DiGeorge’siE 1% &F

17

AT 8% A TaZl (Glycogen storage disease
typela) 2 G6PCHA B % 4 47

B B BuE (Pompe disease) ZGAAR R X
it

e vl

17

INBEEE fooF % — A ( Citrullinemia type 1)
Z ASSTA R R % 547

AR EE b % — & (Citrullinemia type I1)
Z SLC25A13 3L B R 4 547

JN B B e

15

£ RIBME R (Acute intermittent
porphyria) 2 HMBSK B % 4 547

%% % (Porphyria) 2 HMBS# B % % 54

14

BAEER EH MR (Hereditary spastic
paraplegia) 2 3 B #%

EEEEEHRT &R
7

14




A BRI A ELE (Duchenne muscular

,'I X = 2 13 -
dystrophy) 2 B 3B B RALA & AR
5B i ¥ — A (Glutaric aciduria type R ERE o B 12 2 (typeD)
IDIER. 358 N A
Cornelia de Lange K 7 £ 8 ( Cornelia de i _
Lange syndrome ) ZNIPBL ~ SMCIA Cornelia 2;;@6&& 1 -
SMC3 ~ RAD21 5 M 7 #2554 .
H#id KE (Kennedy disease) Z & H 3% ,
Hild KE (R A8 1
| PR B B 4EE) 0
Hifib K& (Kenndy disease) % Expand AP % B8 JE)
tander reapeat (JFSEREXE) 2 X WP
. 1
X8R % (Phenylketouria) 2 #k B 87 R BRI 10
Crouzon K& 1£%% ( Crouzon syndrome) "
FGFR?2 ;‘ EIJE% if’h\; " yn ) Crouzon K g 1E A% 9 -
FEBRL-BABMAESE TR ZE (Aomatic| |, e i e i
L-amino acid decarboxylase deficiency) Z & %‘32:—?@%&%% 8 -
AADCH B 38 4 547 ARMIRZE
-RAE G ARLEE RS2 E (3-
Methylcrotonyl-CoA carboxylase deficiency ) -
72 4k N '
39 AP S EHEARLE e (3. | TLCHRRLE
Methylcrotonyl-CoA carboxyiase deficiency ) -
ZMCCC2E B R % o4
Beckwith Wiedemann K2 1% 2 ( Beckwith . .
Beck Wied
Wiedemann syndrome) KCNQ1 ~ HI9& H e w1tl} e uemann 7 -
% % 5H ol
# % ¥ (Incontinentia Pi ti) = & 1
ikﬁfi( ntinentia Pigmenti ) b KR 7
PR A _EEeE (Methylmalonic B 1
academia) = X A% VR A B R 7
PSR IR R AR RS A ( o s x
43 45 4 5 I 1R
Neurofibromatosis type 1T ) = NF2 R % 4 s E_};zi@ﬁ% 6 -

5




R ARG T BE Y R E (
Persistent hyperinsulinemic Hypoglycemia of
Infancy (PHHI) 2 GLUDI % B % 4 547

HRIL AR G E
B St

Wiskott— Aldrich R £ % 8% (Wiskott- Aldrich

Wiskott- Aldrich K&

syndrome) Z WASP B 7 2 4 ¥

- -+ @ 4 7
Ei L em 152 (Alagille syndrome) =z % SR——
Bartter’s syndrome 3k K % Bartterfg:};*g‘ﬁi i 3
BRrE R FREAMMS M S E (Omithine e
transcarbamylase deficiency ) ZOTCHA R & B gi;frfzifsﬁg
Bt ’
S R F BB (Congenital urea | o AR ERERH
cycle disorders) 2 X R % [
Leigh discase2 T14487C ~ G14459A -~
T10158C ~ T10191C ~ C11777A ~ Leigh K& F M %
T12706C ~ T8993C ~ T8993G % #2t (hot

spots ) Z 3k B K4 54

Bk %

S B &g (Sitosterolemia) 2 ABCGS#
B R %o

F ElE 4 (Sitosterolemia) 2 ABCG8&
B 2% % 537

SE S AE (Y
)

1545 K& (Apert syndrome) 2 FGFR2&
B R % 4

B RGE

B 6MIEH 5 B FRERA (Autosomal
recessive polycystic kidney disease ) 2 &

E
%

BrelEiEs gl
BB R

4 84k % gk (Biotinidase deficiency )
ZBTDARE R4 54

% 81 A Bgsh 2 5 (Multiple carboxylase
deficiency) ZHLCSHE B B 4 o47

%N HALEs 2 E

A M A ¥ B ( Chronic primary
granulomatous disease) ZCYBAKE K #
Vil

BB VG M ¥ % (Chronic primary
granulomatous discase) Z CYBBABH R4 4
i




AR iy ¥ By (Chronic primary
granulomatous disease) Z NCF1& B R 4 4
#r _

BEMNEMEN F i (Chronic primary
granulomatous disease ) ZNCF24 B R4 4%
H

B M A ¥ g% (Chronic primary
granulomatous disease ) 2 H202 production
S EE R

BA MR MR AR

B R bt fyE (Isovaleric academia) 2 3k B

B
%

B %8R fn

Fk f2 1% 2 12 2% (Kabuki syndrome) MLL2#
B R % 5

%kﬁ&h}iﬁ%ﬁ

Lowe K122 (Lowe syndrome) 2 OCRL
KB RE T

Lowe K. & #F

4% Fo (Maple syrup urine disease) 2 4
A

=2
Rz

AR FRIE

HEETEFTEY ( Cleidocraninal
dysplasia) ZRUNX2 K B R 4 547

BEEFTEREY

Cockayne K 7 1% 2% ( Cockayne syndrome )
2 ERCC8 (CSA) AR EE 4

Cockayne K & 1% 8¢ ( Cockayne syndrome )
Z ERCC6 (CSB) AR E# 4547

Cockayne K i 1% 2%

kg #hnye (Galactosemia) Z AR

EX K T8

& & k% ( Gaucher's disease) Z GBAL
RE S

3

KO

et

& ezt o % (Homocystinuria) Z 4 B3
it .

)
F
%:f
o
B
Fir

WATHE R R AT NAE g (Progressive
familial intrahepatic cholestasis ) % kK%

AT RGMATRE
L

% &5 (Trimethylaminuria) ZFMO3 % &
RY oM

L3 X




BBk fe b BG4k 2 % (Tyrosine hydroxylase

% Yo 4
deficiency) z 4 H 3 ¥ R SRR L 1
SR E KA GERE %2 (Congenital
hyper IgE syndrome ) ZSTAT3 A K %8 % 4 .
Gii AREDH EBKES 0
SRV B %A E GER%EE (Congenital B 1% 8%
hyper IgE syndrome ) 2 DOCKS8# B 7% 45 5>
Gl
i 2 A1 . )
%Hk’éﬁg 4 Atk ( Cystic fibrosis ) CFTRA B PP 0
R 54
A& B% Bk §AuAE B 4: 14 (Fatty acid oxidation
defect) RSB R 2R E— A2 AR | BT fALERA 514 0
biog e .
kS4B B5 8872 (Hypophosphatasia) 2 e o e e
ALPL Z?Eigl ;E(%ff?}*ﬁ' A BE BE BRE 0
: S B A i Medi hai .
TREHBAL ABHLE (Modlumechaln | o s 5ae s .
acyl-coenzyme A dehydrogenase deﬁmency) s 0
2 ARG VA
Niemann-Pick K, 2 A% ( Niemann-Pick
AN
disease type A) = SMPDI1A B & & 547 Niemann-Pick K .
p Bk i g p .
Niemann-Pick % £ CA! ( Niemann-Pick P REH Aa 8 B
disease type C} 2 NPC1 X FH R4 »¥f
Pfeiffer K £ 1% 8% ( Pfeiffer syndrome) = . _ .
FGFR2.A [ 2 8 44 Pfeiffer |X 5 1& % 0
= = E{g Al 3 3 h - h r
4348 FE BF B 5 REEH 2 ( Short-chain s6 i B B BB
acyl-CoA dehydrogenase deficiency) = P 0
ACADS# B % % 44 A=
' e EH 752

%"Jr B F’a’i 103/1/1-104/7/31




