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WA B

5 %07 B0 24
(HR % Rt s Bl BOIROE AL » B
80%stE)

#F % F A2 %E (Achondroplasia) %
FGFR3 F B & % 547

1,200 7 (1,500%80% )

E MR MR S % (Acute intermittent

porphyria) z HMBS % H % % »#

(1) B—4F (exon) : 640 7 (800%80%)
(2)2HK B ZF 24 8,960 7t (11,200%80% )

FTh & ek 12 2% (Alagille syndrome) 2

(1) B4o#r% (deletion) 38 1,200 7
(1,500%8096 )

(2) B—o A2 KB EF 54 ¢ 58 12,000
7t (15,000%809% )

(3)2EABEF2# 25,200 7t (31,500%80
%)

% 16 4% K& ( Apert syndrome) % FGFR2

AR RGN

(1) 458854 1 1,600 7% (2,000 7.+80%)
(2) B—4F (exon) : 640 5t (800%80% )

FEEL-EABRARESTE
( Aromatic L-amino acid decarboxylase

deficiency) z AADC # H % % o4

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

MEeMEMS EMETBER
( Autosomal recessive polycystic kidney

disease) = AR %K

(1) BE—4F (exon) : 640 7t (800%809%)
(2) AAEESE 3,200 7 (4,000980%)

Bartter’s syndrome % # B 3 Ef

(1) B—4F (exon) : 640 5. (800%809%)
(2) 24 B EF 54 24,000 7 (30,000%80
%) '

Beckwith Wiedemann K& 1% ##( Beckwith

(1) KCNQ1 £ R F A4uf2 E o4 * 4,800 T

#3200
8 |Wiedemann syndrome) KCNQ1 ~ H19 £ (6,000%809% )
RY (2) HI9 AR 7 A b2 E 247 © 4,800 7
(6,000%80% )

4 ¥ F a4 % 5 (Biotinidase deficiency )
z BTD A B R 54

(1) B—4F (exon) : 640 7t (800%80%)
(2) 2 XBEAF 7 12,560 70 (3,200%80% )
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A B

e EF PPY
(HRE Rk s BRA BN I » H B
80%3t )

10

B A PE A bk %% (Camnitine deficiency
syndrome, primary) % SLC22AS5 (% %

4

(1) E—4F (exon) : 640 7t (800%80%)
(2) 248 EF 54 © 6,400 7t (8,000%80% )

11

RAMR M A ¥ % (Chronic primary
granulomatous disease) %z CYBA AR &

25

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

12

RS ME MR ¥ % (Chronic primary
granulomatous disease) % CYBB £ B &

i

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

13

JRESMER MR ¥ B8 (Chronic primary
granulomatous disease) . NCF1 % H %

%44t

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

14

B MR M Py ¥ fEs% (Chronic primary
granulomatous disease) % NCF2 # H %

i

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

15

RS MEIZ M ¥ B8y (Chronic primary
granulomatous disease ) 2 H202

production = §& 447

1,600 5t (2,000%80% )

JNBREE g % — 7 (Citrullinemia type 1)

(1) B—4F (exon) : 640 it (800%80%)

L6 (2) 2XBE A 54 10,240 T
z ASS1 X B R 547 (12,800%80%)
) - (1) B—4F (exon) : 640 7w (800%80%)
- JNBR B gz 3 — A ( Citrullinemia type II) (2) 2£BE A5 ¢ 11,520 7
Zz SLC25A13 £ B R 4 54 (14, 400%80%)
s ST BT F &% (Cleidocraninal (1) ﬁ"%&%%ﬁ\*ﬁ + 1,600 7t (2,000%80%)
dysplasia) 2 RUNX2 X E R4 547 | (2) 2 £ B Z 544 © 5,200 5T (6,500%80% )
19 Cockayne Kt #%#f( Cockayne syndrome)| (1) &40 R % & 447 : 2,000 7 (2,500%80% )
Z BRCC8 (CSA) A B R % ) (2) 2 & B ZF 24 1 7,600 7 (9,500480% )
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20

Cockayne K 1% ##( Cockayne syndrome )
Zz ERCC6 (CSB) AR REn#

(1) B4 A 24 2,000 7t (2,500%80% )
(2) 24 B ZEF424 10,800 7o
(13,500%80% )

21

SRR EERERAS S (Congenital
urea cycle disorders) % £ F %k

B —4F (exon) : 640 5t (800%80% )

22

RS RBEKE G EEER
( Congenital hyper IgE syndrome) %
STAT3 AR R o #1

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

23

RS BEHKE G E EEHF
( Congenital hyper IgE syndrome) %
DOCKS & B K % o4

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

24

Cornelia de Lange K& 1%#% ( Cornelia de
Lange syndrome ) %z NIPBL » SMCIA ~-
SMC3 ~ RAD21 B % 4 8 5%

32,000 7t (40,000 75*80% )

25

Crouzon KJE1%%# (Crouzon syndrome)

B —4F (exon) : 640 5z (800%80%)

26

z FGFR2 3 B % 8 541

4 4k 8 41ty (Cystic fibrosis) CFTR £
B K5

(1) 2ERZA»H: 12,000
(15,000%80% )

(2) aRYAHER:
(2,500%80% )

2,000 ©

27

DiGeorge's 4 1% ##( DiGeorge's syndrome )
Z TBX1 A B R% 541

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

28

DiGeorge's & 1% Z£( DiGeorge's syndrome )
% 22q11.2 deletion 4-#F

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

29

£ BRIA 4% (Duchenne muscular
dystrophy) 2 K F % #

(Des KRR/ ERR/RE 542,400
7. (3,000%809) -

(2) R R BRI E 9H © 6,400 7T
(8,000%809 )

(3) 2K B E /454 36,000 7/ &H
(45,000%8096 )

(4) EATEE 28 -

B b 5k ¢ 1,600 7o/ A (2,000%809%)
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R = 7 B & 4R
(R Rk B R AE Bh IR #H Bh
80%:3t 5 )

B A58 £ 02,400 7t/ A (3,0004809 )
B As 5K 2,400 7/ A (3,000%8096 )

30

57 3% 9% (Fabry Disease) 2 F 45 B &
Mo

(1) IVS4+919 4 548:8] © 1,200 T
(1,500%80% )

(2) E—4F (exon) : 640 5t (800%80%)

(3) GLA &£ B & & 54 * 4,480 5t
(5,600%80% )

His Wy 8 B A4 Al &2 is (Fatty acid

31 |oxidation defect) Ptk BE4:2 0 % | F — % F (exon) : 6407T (800*80%)
— Az K RRR
32 | ¥ #L#E fjE (Galactosemia) % # B 27| 8 —5hF (exon) : 640 5t (800%809%)
3 # T RJE (Gaucher's disease) 2 GBA #| (1) E—4F (exon) : 640 7t (800%80% )
RE 5 (2) 2K R & 554 1 7,680 7 (9,600%80% )
24 7% =B o 2 — A (Glutaric aciduria type s ( ) : 640 200+800
- exon) : 70 00*80
1) 2 B Bk B 7t ( %)
35 AP EEEE#EJE Ta & (Glycogen storage (1) B—2%4% 1,600 T (2,000%80%")
disease type Ia) 2 G6PC KW R4 a4 | (2) 2 AR EF 54 © 3,600 7t (4,500%80% )
36 R A8 H 1R (Hereditary spastic | ;}}gﬁﬁ% Camplicon) : 640 7 vord
paraplegia) 2 % B %K PR Camplicon) = 640 7 (8007809
= ez, g (Homocystinuria) 2 3B |
37 i ¥ —4F (exon) : 640 7t (800%809% )
N
(1) AAH2 1,600 /A (2,000¥80% )
N (2) EATi&ELE -
7 T %55 % (Huntington’s disease) 2 e _
38 . Bl B6 Sk 3,600 5/ A (4,500%809% )
EELE
d b SRR 3,600 su/A (4,500%809 )
| Bl 56 5K 13,600 7o/ A (4,500%809 )
&8 85 8% (Hypophosphatasia) %
39 7,040 7t (8,800%80% )

ALPL = KB R¥ 4
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80%3 5 )

40

&% %% (Incontinentia Pigmenti)

AHZE

(1) E—#tk (deletion) {87 : 800 T
(1,000%809 )

(2) B—pHMx AR EF 8,000
(10,000%80% )

(3) EaT sk © 3,200 T (4,000%809% )

B %8 f (Isovaleric academia) 2 %

41 B —4F (exon) : 640 7t (800*809% )
1) Bgr4 11,600 7t (2,0004809%
Fk % 1% % 4% 2% (Kabuki syndrome ) MLL2 (1 # j‘f . ( j 6) .
42 A % (2) 2 AR EF 44 117,600 7t (22,000%80
%)
HiBid KE (Kennedy di )2 ARG (1) §-RRE : 6407 (80078036)
308 J enne 1sease ) Z £
43 @T“‘ = Y =TT (2) s mams R E A4 1 1,200 76 (1,500%80
%)
Hilib KJE (Kenndy disease) % Expand
44 |tander reapeat (JEBE R AW ) 2 KB 11,200 7T (1,500%80% )
- _
Leigh disease z T14487C ~ G14459A ~
T10158C ~ T10191C ~ C11777A ~ _
45 B —fugk 640 5t (800%809% )
T12706C ~ T8993C ~ T8993G % #h2k (hot
spots ) Z 3K B T % o4
. foE i (L q ) (1) e R A 1 2,000 7T (2,500%80% )
owe KJE1EZ% (Lowe syndrome) % ‘
* locre, A H R " (2) 2ABEF2H * 14,400 7T
K 2 4
AR (18,000%80%)
RAEFE (Maple s urine disease) 2
g [1°¥B Rz (Maple syrup ) %\ a 4 (exon) © 640 7 (800%80%)
EELE
THERE MBS A E AR SR
48 | ( Medium-chain acyl-coenzyme A B —4F (exon) 640 5t (800%809% )
dehydrogenase deficiency) z 3 B % #7
B & =8 fyE (Methylmalonic
40| 5 T Y B —4F (exon) : 640 7 (800%80%)
academia) Z A H L E
50 |fr &g gl s s (Mitochondrial defect) 2 &| (1) % 1 8 1,600 7t (2,000%80% )




R =7 B & 4R

; ¥5E B CEIRT 1T TSy
' 80%s+4.)
AR U Ak B F U5 PEAR A (2) 578 8,000 5t (10,000%80% )

M4 BE % 2 A3243G ~ G3460A -
A8344G ~ T8993G ~ T8993C ~ T10158C -
T10191C ~ C11777A ~ G11778A -

(1) B—2:%4 : 640 7 (800%809%)
(2) 3 A4 BEad 54 1 1,600 7t (2,000%80

51 % )
T12706C ~ G13513A ~ G14459A ~ (3) 5 fEMLEb A4 © 2,400 % (3.000%80
SLEE 28 1=} : 2 70 ]
T14484C~T14487C S e K F 2L 8 4 %) 7
- 0
ERil
R 4R B 7% R 2 M 42 B2 A B (mt DNA 4977 _
52 . Bk 640 7 (800%80%)
bp) #:% (deletion) #-#f
P 20 A1 , :
%M #HIeEs4 2 (Multiple : ,
, P (1) B—4F (exon) : 640 7 (800%80%)
53 |carboxylase deficiency) = HLCS 3% B & : _
i (2) & &8 A4 1 7,680 7t (9,600%80% )
-]
(1) SRR EE 2,000 57T (2,500%80% )
WG EBEARRE R
i . ()2 EBEF N 17,200 T (9,000%80% )
54| (Neurofibromatosis type 1I ) = NF2 %

Bl % 5 it

(3) MLPA #: % /&4 R

aHF ¢ 3,200 T
(4,000%80%) |

55

Niemann-Pick K E A # (Niemann-Pick
disease type A) 2 SMPD1 A R £ % 5 #

(1) B—4F (exon) : 640 7t (800%80%)
(2) 2K B Z A5 13,840 7t (4,800%80% )

56

Niemann-Pick K & C # (Niemann-Pick
disease type C) % NPC1 A H K% 54

(1) B—4F : 640 7w (800%80%)

(2) 24 B EA 54 1 12,000 T
(15,000%80% )

(3) MLPA 4/ &8 547 1 3,200 7t
(4,000%80% )

57

B BREE 2, F 8K 9845 8582 2 7% ( Ornithine
transcarbamylase deficiency )z OTC £
EFF 0 H

¥ —4F (exon) : 640 7 (800%80%)

58

A H AR 25 (Osteogenesis imperfecta) &
o R G4 B 2 R R HE 3R

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




& @

WERA B

R & B &4
(RE RB7 B R B #ERE > H B
80%3 5 )

59

B A2 (Osteogenesis imperfecta)
COL1Al A B 24 B & A

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

60

B AR 4% (Osteogenesis imperfecta)
COL1A2 AR &K FH T A

22, 360 7w (27,950%80% )

61

HHRMY AR &FBE S IR R

(Persistent hyperinsulinemic
Hypoglycemia of Infancy (PHHI) %
GLUDI1 & B R % 541

B —4F (exon) : 640 7t (800%80% )

[Pfeiffer RJE1EZE (Pfeiffer syndrome) 2

62 ¥ —ghF (exon) : 640 5t (800%80% )
FGFR2 4 Bl % 8 44 o i
63 | X & fkiE (Phenylketouria) % X R (B —9hF (GXOQ) 1 640 7, (800*%80% ) |

64

Je B KR '(Pompe disease) 2 GAA £ R

% 4 i

(1) E—2E 24 : 640 7t (800%80% )
(2) 2XBEF 44 ¢ 12,000 T
(15,000%80% )

65

% %y (Porphyria) z HMBS # B % 4

N

B —4F (exon) : 640 57t (800%80% )

66

'
il
% %% (Porphyria)

1. ik : PBG/ALA & &4 #F

2. Jki& : Porphyrin HPLC 2% 454
3K : Porphobilinogen deaminase( PBGD)
EES M

=,

E

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

67

BATH R BT AT RS E
(Progressive familial intrahepatic

cholestasis) Z X H %

(1) &4 ¥ —#3F (amplicon) : 2,080 7T
(2,600%809) |

(2) B—9 M2 AR EAF © £5 12,000 7T
(15,000%80% )

(3) 28 AR EH 36,000 7t (45,000%80
%)

68

4% KoE 1228 (Rett syndrome) FOXG1 &
B R4 ndr

£

I

g H 1 3,200 7 (4,000%80% )




g W

B B

R =7 B & 4R
(R Rk 7 B A8 BY I35 > HBh
80%3H ) |

69

45 KJE1E %2 (Rett syndrome ) MECP2 &
B A5

(1) oot (EHEARE) 11,600t
(2, 000%80%)
(2) Bsomgaad (EATies) 4,000

(5,000%80%)
(3) MLPA 4-#f : 2,400 /& (3,000%80% )
(4) KAE R 54 3,200 5t (4,000%80% )

70

%45 KRJE1%2 2% (Rett syndrome ) CDKL5
A B R

(1) ermRgamry (RELE) ©1,600%
(2,000%80%)
(2) SraRemsa (BEATRR) 4, 0007T|

(5, 000%80%)

(3) MLPA 447 * 2,400 7t (3,000%80% )
(4) A B R4 54 1 16,0005t (20, 000%80%)

71

48 48 6 7 8% % S BE 4R 2 5 (Short-chain
acyl-CoA dehydrogenase deficiency ) %
ACADS £ R R 4 L

(1) B—4F (exon) : 640 5t (800%80% )
(2) 2 X B EHF 546,400 7T (8,000%80% )

72

B B qjE (Sitosterolemia) = ABCGS5
PSS i

(1) B—4F (exon) : 640 5t (800%80% )
(2) 2K B % F 24 8,320 7 (10,400%80% )

73

F E B qmyE (Sitosterolemia) = ABCGS
EERE 5

}*

(1) E—4F (exon) : 640 5t (800%80%)
(2)2EREHF 548,320 (10, 400*80%)

74

B REMEALA £4 % (Spinal muscular
atrophy) 2 A H % #

(1) mA 1,600 7t/A (2,0004809% )

(2) AarEiE e -

B 5b 540k ¢ 1,600 76/ A (2,000%8094)
B fs 7.46% 1 2,400 7T/ A (3,000%8094 )
B J4 5038 7K 1 2,400 5o/ A (3,00048096)

75

N B % %z & ( Spinocerebellar ataxias)
EE -k

(1) BA &R 1,600 /A (2,000%80% )
(2) EardfRsy:

B fb 550k 0 3,600 /A (4,500%809% )
B A 454 13,600 7T/ A (4,500%809 )
B A6 523K £ 3,600 5T/ A (4,500%80% )
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R &ML
(RERER B R IERE B
C80%tE)

76

ER 5 A & (Thalassemia major) 2

(1) AA 72,800 5t/A (3,500%809% )

(2) EATik1gvH
B e s 40 0 1,600 7t/ A (2,000%80% )
B 5s 4% 02,400 7n/ A (3,000%8096)
B e sk 02,400 /A (3,000980% )

‘77 # @ (Trimethylaminuria) 2 FMO3 #| (1) %—4F (exon) : 640 7o (800%80%) |
REnH (2) 2E B ZF 454 15,760 7 (7,200480% )
& g MAE it (Tuberous sclerosis) zﬁg ,

78 M 1 24,000 7t (30,000%80% )

=

>

uz

=

N

79

B BBk jeibBgs 2 E (Tyrosine
hydroxylase deficiency) % % F %

— 4+ (exon) : 640 5t (800*%80%)

80

BT R AZ B ( Williams syndrome ) %
7q11.23 2 A H$E

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

81

B A KJE (Wilson's disease) 2 £ H %
ij

(1) B4 B4R EE : 2,000 7T (2,500%80% )
()2 R B Z B 549,600 70(12,000480% )

82

Wiskott- Aldrich &% 1% 8 (Wiskott-
Aldrich syndrome ) 2 WASP 3 K & 4 »
#t

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

3-F RO GG A #% 4bi§%’§‘é‘a"-2f' (1) E—4F (exon) : 640 x (800’?‘80%)
83 | (3-Methylcrotonyl-CoA carboxylase (2) 2R B EFo4 - 12,160 7

deficiency ) 2 MCCC1 £ B 3 4 54 (15,200%80% )

3-FAE SEAMEEA BB ESZE | (1) £—4F (exon) : 640 7 (800%80%)

84

(3-Methylcrotonyl-CoA carboxylase

deficiency) 2 MCCC2 3 B R 4 54

(2) 2 XA/ 24
(13,600%80% )

10,880 7t
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