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B % 50 29K
(RF AR BB IR BB
80%st )

KRBT RLE ( Achondroplasia)

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

FGFR3 % Bl %% 44

) & MRl é’ﬁcri{%% % & ( Acute intermittent | (1) 8E—4F (exon) : 640 7T (800*80%)

porphyria) 2z HMBS % B % % 547 (2) 2R B & A4 1 8,960 7 (11,200%80% )
(1) E4o#r%k (deletion) %38 1,200
(1,500%809% ) |

; P % @R 12 BF (Alagille syndrome ) 2| (2) E— oA 2K B E 5 o4 © 838 12,000

RE Y %, (15,000%809 ) |
(32X REF45H 1 25200 7¢.(31,500%80
%)

. % 16 4% K g% ( Apert syndrome ) 2 FGFR2| (1) 8854047 + 1,600 5t (2,000 7*80%)
AR EBESH (2) f'ﬁ-"-&f*% (exon) : 640 7t (800%80%)
FERL-BEBHSB RS2 E

5 | ( Aromatic L-amino acid decarboxylase 9,600 7. ( 12,000*80%)_
deficiency ) 2 AADC % B %% 54
g eMEM B R R

RemR éi %ME};% ) (1) BE—4-F (exon) : 640 7t (800%809%)

6 | ( Autosomal recessive polyeystic kidney (2) &R EEBE 3200 % (4,0004809%)

. i EZ ; > jt' >
disease) % # B ¥y " g | : ’
| (1) B—4F (exon) : 640 7 (800*809%)

7 [Bartter’s syndrome 2 B % (2) @A B ZF 44 ¢ 24,000 5T (30,000%80
, %) _

g 4 Y 8esh 2 = (Biotinidase deﬁoiéncy) (1) B—4-F (éxon) 1640 7 (800%80% )
z BTD # B R 54 | (2) 2% B ZAH 1 2,560 7 (3,200%80% )
B Z5 M P ik #k % & (Carnitine deficiency

' 1 —4 on) 640 7t (800*80%

9 i{syndrome, primary ) % SLC22A5 (R & (1) #—5F (exon) ( )

# ¥

(2) 2% B R A 54 1 6,400 7 (8,000%80% )
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10

FAEMR Py ¥ % (Chronic primary
granulomatous disease) % CYBA B %
kil

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

11

BAWR A ¥ % (Chronic primary
granulomatous disease) 2 CYBB A B %
% o4

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

12

BB ¥ 8% (Chronic primary
granulomatous disease ) % NCF1 3% & %
8 oM

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

13

JREEMER M P9 ¥ B ( Chronic primary
granulomatous disease ) z NCF2 X H %
it

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

14

BB M A $ 8% (Chronic primary
granulomatous disease ) = H202

production 34 & 5-#f

1,600 7t (2,000*80% )

15

BB s % — A (Citrullinemia type 1)
z ASS1 % B RE o¥r

(1) E—#F (exon) : 640 7 (80C*80%)
(2) 2ABRZF>H 1 10,240
(12,800%80% )

16

JNFE S Aoy 2 =& (Citrullinemia type II)
Z SLC25A13 A B R 54

(1) E—47F (exon)_i 640 5t (800%80%)
(2) 2EREF o4 ¢ 11,520
(14, 400%80%)

17

#BEBRETHEF E % (Cleidocraninal
dysplasia) 2z RUNX2 # B % 8 547

(1) BE—ZRE 541
()& HBEF

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

18

Cockayne F i 4% #%( Cockayne syndrome )
% ERCC8 (CSA) A E B4 ot

2,000 7t (2,500%80% )
7,600 7t (9,500%80%)

(1) Boo REH 54
(2) 250 EHF 54

19

Cockayne K% 1% #£( Cockayne syndrome )
z BERCC6 (CSB) EHBHR& 5

(1) BaRELH 5 : 2,000 7 (2,500%80% )
(2) 2FBEF 44 ¢ 10,800 |
(13,500%80%)

20

kRN A RABEEGE (Congenital
urea cycle disorders ) 2 3 K ¥ ¥t

E—4F (exon) 640 7 (800%80%)

2




% B &40

21

STAT3 # B % # 447

; HWExH 8 (RE R BAH B Mk R e
| 80%st 1)
RRMS RERE G E REEH
( Congenital hyper IgE syndrome) 2 {7,200 5t (9,000%80% )

22

ARG FARE G EREIER
( Congenital hyper IgE syndrome) Z.

DOCKS & & % & 547

7.200 7 (9,000%80% )

23

Cornelia de Lange K& %2 ( Cornelia de
Lange syndrome ) % NIPBL ~ SMCIA -
SMC3 ~ RAD21 A& B R4 55 5 H

32,000 7 (40,000 7L*80%)

24

Crouzon K %42 ( Crouzon syndrome )
Z FGFR2 £ B R 57

B —4F (exon) : 640 5t (800%80%)

25

DiGeorge's # 1% #£( DiGeorge's syndrome )
z TBX1 J B %% 5

7200 7% (9,000480%)

26

DiGeorge's & 1% #( DiGeorge's syndrome )
z 22ql1.2 deletion #-#f

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

27

BERMAESE (Duchenne muscular
dystrophy ) 2 % B &

(D&sekBékk/THA/ R E A 542,400
7 (3,000%809)
(2) R RPBEEE 547+ 6,400 7,
(8,000%809% )
(3) 248 &R 5#: 36,000 7t/ &%
(45,000%809% )
(4) ZATE4E587
W 75 53k 1,600 7t/ A (2,000%809)
W 5 5 4kE 12,400 6/ A (3,000%809% )
W 55 522K 12,400 /A (3,000%809% )

28

kA 3k g (Fabry Disease) 2 R4 B &
38

(1) IVS4+919 4 5458 : 1,200 &
(1,500%80% )

(2) E—4F (exon) :640 7t (800%80%)

(3) GLA R B EA 447 - 4,480 T
(5,600*80% )

29

¥ 3 ki (Galactosemia) 2 A E %

B —4hF (exon) : 640 7 (800%809%)

3
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30

& E K& (Gaucher's disease) 2 GBA £
B R ‘

(1) E—4F (exon): 640 5t (800*80% )
(2) &£ B Z A 7,680 7t (9,600%80%)

31

7R =BE o fE - A (Glutaric aciduria type
DzABY

¥ —4F (exon) : 640 7 (800*8096)

BrEEREFE Ta B (Glycogen storage

(1) B—gs R 1 1,600 7o (2,000%80% )

32
 |disease typeIa) = GO6PC RB R 447 | (2) £ KB & AF 54 3,600 7T (_4,500*80%)
HAEM S BB (Hereditary spastic
33 A & B ( wysp B — 4§37 (amplicon) : 640 7o ( 800%809¢)
paraplegia) = % H %
& B B R A H tinuria } 2 A R .
34 Rk fuf (Homocystinuria) 2 & B —4F (exon) : 640 7 (800%8094)
(1) ARA B3 1,600 7/ A (2,000%80%)
(2) ERTiRIF 8
T T3 #585% (Huntington’s disease ) 2
35 émjg; 7 ¢ g ) B 565 5% 0 3,600 o/ A (4,500%809%)
> B s 54 E 3,600 A/ A (4,500%80%)
| M 5s 5%k 3,600 7o/ A (4,500%809)
& e A B A H hosphatasia ) =2
3 (AR (Hypophosphatasia ) 7.040 7t (8,800%80% )
ALPL 2 3B RE 547
(1) E—#:% (deletion) 453 : 800 7
%% 3% (Incontinentia Pigmenti) % (1,000%803%)
) 5/49) 7 ncontmentia oigments ' :
37 LEB - i (2) BE—5Rz LW EHF 8,000 7
¥ (10,000%8094 )
(3) ZEATLEIFEY 1 3,200 7t (4,000%809)
i B b yE (1 leric academia) 2
38 ’:i - (Isovaleric academia) 2 % B — 4 F (exon) ' 640 7 (800%809%)
B2
(1) BE—g248 @ 640 7 (800*80%)
1% B ( Kennedy disease ) 2 & B %
39%LL&E( y disease) T (2) 8B g A E AT 1 1,200 & (1,500%80
%)
Hi Ko (Kenndy disease) % Expand
40 |tander reapeat ( JE¥E R # & B ) 2 & B $1,200 & (1,500%80% )

B
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80%3+ )

41

Leigh diseaselé'. T14487C ~ G14459A -
T10158C ~ T10191C ~ C11777A »
T12706C ~ T8993C ~ T8993G 4 #.2 (hot
spots) XA B B# 547 |

B—fugk 640 7t (800%80%6)

42

Lowe KoE{E2f (Lowe syndrome_) 2z
OCRL £ B % % 5 #t

(1) S4B M 1 2,000 7T (2,500%80% )|
(2) 2R B EHF 44 14400
( 18,000%80% )

43

o (Maple syrup urine disease.) Z
AEYS

B —4F (exon) ' 640 5t (800*809)

44

hARERMAE A £ BARR TR
( Medium-~chain acyl-coenzyme A

dehydrogenase deficiency ) % & R &7

$—50F (exon) 640 7 (800*809%)

45

WAk (Methylmalonic
academia) z 3 FH B8

BE—5F (exon) 640 5t (800%80%)

46

A & B £k (Mitochondrial defect) 28
TR A EE £ G AR A

(1) & 17 1,600 5t (2,000%80%)
(2) 538 8,000 74, (10,000*80%)

47

i S8 75 5 2 A3243G ~ G3460A -
AB344G ~ T8993G ~ T8993C ~ T10158C -
T10191C ~ C11777A ~ G11778A ~
T12706C ~ G13513A ~ G14459A -

{T14484C T14487C %4 4 B4 5 1F 25 % 4

il

(1) B—g &4 : 640 7t (8007809 )

(2) 3 faugsda 447 ¢ 1,600 T (2,000%80
%)

(3) 5 fa4n 24424 * 2,400 7L (3,000%80
%) |

48

HLAR B8 2 sp 38 2 A (mt DNA 4977
bp) #%k (deletion) 4% |

$ -4k 640 7t (800%80% )

49

Btk 28 (Multiple
carboxylase deficiency ) % HLCS KB R

L)

(1) E—5F (exon) : 640 76 (800%80%)
(2) 2B RAHH 1 7,680 7 (9,60080%)




&

W B

5 %4 8 &9
(4 A B B IR 5 H 8
80%tt )

AR A

(1) Bk B $ B 2E 1 2,000 7t (2,500%80% )|
(2) 24 B2 &5 54 1 7,200 7 (9,000%80%)

50 | ( Neurofibromatosistype II ) 2 NF2
E(a'e%/\*ﬁ_ P ) & (3) MLPA #:/F 4 B 445 * 3,200 7
I (4,000+80% )
5 [Niemann-Pick &z A (Niemann-Pick | (1) E—s+F (exon) : 640 7 (800%80% )|
disease type A) 2 SMPD1 XA R 57| (2) 2K BE ZF 454 £ 3,840 7t (4,800%80% )
(1) B—5F : 640 5t (800%80% )
' 2) & ERERH 12,000 4 -
Niemann-Pick % C & (Niemann-Pick (2) 2RBRETH
52 & iype C) 2 NPC1 45 % # 547 (15,000%80% )
isease type i
® RN (3) MLPA g4/ EHH 24 1 3,200 7
: (4,000%80% )
B BBk R, F 86 AL 845 8547 2 & (Ornithine
53 |transcarbamylase deficiency )2 OTC A B |E — 4 F (exon) : 640 7t (800%80%)
R pH
Fr o AR B F i R il R S
( Persistent hyperinsulinemic _
54 , B —$F (exon) : 640 7t (800%80%)
Hypoglycemia of Infancy (PHHI) =
GLUDI1 B % % 547
Pfeiffer ® E{&2E (Pfeiffer syndrome ) 2 ,
55 A E% -( Y ) B —#-F (exon) 640 7t (800%80%)
FGFR2 & B 22 4 447
56 | %88 fsz (Phenylketouria) x & E &7 |8 — 5T (exon) : 640 7. (800%8094)
(1) B—8:R % : 640 7 (800%80%)
K B K (Pompe disease ) 2 GAA %
57 %,\;( ’ (2) 2RERAH 12,000 7
R (15,000%80% )
| % (Porphyria) = HMBS £ B %4
sg| * % (Porphyria) BRRE o % (oxon) : 640 7 (800%80%)

¥
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80%3+ &)

59

¥ % £ (Porphyria)
I Ak : PBG/ALA & & irt

2. B3 : Porphyrin HPLC 4% 54

#2.3% : Porphobilinogen deaminase( PBGD )
Ttk

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

60

47 M B TP BB T B
( Progressive familial intrahepatic
cholestasis ) 2 & B #Hr

1 (1) 84 B —4%3%-F (amplicon) : 2,080 7t

(2,600%809% )

(2) B—nRz AR EA L 53 12,000
(15,000%8096)

(3) 28 £ B XA 36,000 7t (45,000%80
%) |

61

4548 FE BT 84 % €. 8546k 2 % (Short-chain
acyl-CoA dehydrogenase deficiency ) 2
ACADS 5 B 2 4 57

(1) B—5F (exon) : 640 7 (800¥80%)
(2) 2K B R 54 6,400 5 (8,000480% )

62

(1) BE—4F (exon): 640 7t (800*80% )
(2) 240 % Ao 8,320 7(10,400%80%)

63

F R Bk (Sitosterolemia) 2 ABCGS
AR RG SW
i@ﬁgﬂﬁ—_ (oxt(‘) roleit a) Z ABCGS
HE R S5k

(1) B—#F (exon) : 640 7t (800*80%)
(2)2 £ B & 54 8,320 7t.( 10,400%80%)

64

FEEALA £ 455 (Spinal muscular
atrophy ) 2 AR %

(1) &A 1,600 /A (2,000%80% )

(2) ZAraRfRisly
W 5 ¢ 1,600 6/ A (2,000%809 )
W s 4R 2,400 76/ A (3,000%809 )
W 550K 1 2,400 76/ A (3,000%809% )

65

3 %%~ B8 % 4% 9= ( Spinocerebellar ataxias )
ZAAY |

(1) AA D EA 1,600 /A (2,000980% )
(2) ERTEMGH |
B % 5k ¢ 3,600 6/ A (4,500%8094)
W A 3,600 /A (4,500%80%)
W 5%k 13,600 /A (4,500%8094)




% 3

T B & 4R

WA R (KZRER BRI MEAR W
80%3+3)
(1) B 2,800 /A (3,500%80% )
o . (2) EAEESE
o |E R R (Thalassemia major) 21— g o+ 1.600 /A (2,0004809% )
B E B

W 654 1 2,400 7t/ A (3,000%809)]
W A5 5% 7K 1 2,400 7o/ A (3,000%809 )

L% ¥ (Trimethylaminuria) 2 FMO3 %

(1) £—#-F (exon): 640 T (800*80%)

%%W%%#m*

7| @ e (2) 2 KBB4 1 5,760 % (7,200480%)
4§tk aEAbgE ( Tuberous sclerosis) %

68| " #. ( Tubaro e T vy 24,000 7, (30,000%80%)
B 32 Hy
B% Mk fa{bBg s 28 (Tyrosine ' | '

69 Afuabaid g (Tyr B—4hF (exon) : 640 76 (800%80%)
hydroxylase deficiency ) = % H % ¥f

S B S A% 2 ( Williams syndr 2z

7o [HARH RO R EF (Williams syndrome ) 21, o =4 350vg0%)
7q1123 2 A B L8

- B &K (Wilson's disease ) 2 2 B3| (1) S4B 8 Ak 37 ¢ 2,000 5T (2,500%80% )
7 (2)2EH R F5 549,600 7. 12,000%80% )
Wiskott- Aldrich KuE &8 ( Wiskott-

72 |Aldrich syndrome ) 2 WASP £ B £ 447,200 7T {9,000%80%)
il
-F AT S A RibBEsizE | (1) £—4F (exon) : 640 T (800%80%)

73 | (3-Methylcrotonyl-CoA carboxylase (2) 2ABRAZH 112,160 T
deficiency ) 2 MCCC1 £ B & % 2% (15,200%80% )
3-FAUGHEEARCBEESRZE (1) B—4bF (exon) : 640 7T (800%80%)

74 | (3-Methylerotonyl-CoA carboxylase | (2) 2% B A5 247 * 10,880 T
deficiency ) 2 MCCC2 £H E %454 | (13,600%80% )

e
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