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A B A &5

) 5T (%7 0A R PR B PE2 LA A 24

g 80%:- % )

| ¥ % v+ 2% (Achondroplasia) 2 1200 % (1,500%80%)

FGFR3 £ F1% 8 4 1%
5 A F S TE (Acute intermittent | (1) # - #F+ (exon) :640 =~ (800%80% )
porphyria) 2. HMBS £ F] % % A 44 (2) > & F1 25 A 718,960 = (11,200%80% )
(1) @ &3k 4 (deletion) & 38 1,200 ~
(1,500*809% )
Fe £ F B iz ¥ (Alagille syndrome ) 2. | (2) 8- 231z A %2/ A 45 = 38 12,000

. & FP ET =~ (15,000%80% )

(3) 2 A %2/ &+ 25,200 =~ (31,500*80
%)

A § 4 X e (Apert syndrome) 2. FGFR2| (1) 4% 84 47 : 1,600 =~ (2,000 ~*80% )
HF R A (2) - 3 (exon) :640 =~ (800*80% )
FAHORLIRARR SR L

5 | ( Aromatic L-amino acid decarboxylase [9,600 =~ (12,000%80% )
deficiency) 2. AADC # %1% %~ 17
Wk & MRS RAILTRA R (1) E- ¢t 3 (exon) :640 ~ (800%809% )

6 | ( Autosomal recessive polycystic kidney (2) A5 B5E 3200 % (40004809)
disease ) 2. L F|¥ %7

(1) - ¢ 3 (exon) :640 ~ (800*809% )

7 |Bartter’s syndrome 2_ # F]Z %7 (2) 2 A7 2B A&7 24,000 =~ (30,000%80

%)
) 4 $ % fxdk £ g (Biotinidase deficiency )| (1) # - *t 3 (exon) : 640 = (800%*80% )
2. BTD A 71 % % 4 ¥7 (2) 2 A F T A A5 12,560 ~ (3,200%80% )
B M p k&4 2 g (Carnitine deficiency (1) ¥ - #3 (exon) : 640 & (800%80%)
9 |syndrome, primary) 2. SLC22A5 # %1%

44

(2) 2 A F]TFH 417 16,400 ~ (8,000%80% )




B A &5

i %P (xZF ﬂ.ﬁ:}ﬁﬁ?ﬁ:#ﬂ’i"?’ﬁé%i%fﬁ
g 80%:* & )
)R ek e A T ( Chronic primary
10 |granulomatous disease ) 2. CYBA # #]1% (7,200 =~ (9,000%*80% )
il
)R ek e A T ( Chronic primary
11 |granulomatous disease ) 2. CYBB £ ] % |7,200 =~ (9,000*80% )
il
RF MR g T T ( Chronic primary
12 |granulomatous disease ) 2. NCF1 & %% (7,200 =~ (9,000*80% )
il
B B g 7 i (Chronic primary
13 |granulomatous disease ) 2. NCF2 & F]% (7,200 ~ (9,000%80% )
il
RaF MR E 7 T ( Chronic primary
14 |granulomatous disease ) 2. H202 1,600 =~ (2,000%80% )
production ¥ it & 17
(1) - 3 (exon): 640 = (800%80% )
s /f\@i?ﬁfriif}:%?~ 4] (Citrullinemia type 1) (2) > AF A A 1 10240 =
2 ASSL A FIR A (12,800%80% )
(1) -+ 3 (exon): 640 =~ (800%80%)
16 }\a&ﬁxl 5 % = 7] (Citrullinemia type II ) (2) >4 F kA4 11,520 =
2 SLC25AI13 # 7% %4+ (14, 400%80%)
& g # v B ¥ (Cleidocraninal (1) H - 228447 11,600 ~ (2,000%80% )
v dysplasia) 2. RUNX2 A F]1% % 4 #7 (2) 2 A 72T/ A +7 15,200 = (6,500%80% )
8 Cockayne < 1% ¥ ( Cockayne syndrome )| (1) ¢ R %3] 4 47 12,000 ~ (2,500%80% )
2. ERCC8 (CSA) A F % %~ 17 (2) 2 A FZA A5 17,600 = (9,500%80% )
(1) & w3447 :2,000 =~ (2,500*80% )
Cockayne = j i ¥¥( Cockayne syndrome ) B
19 (2) 247254 +7 10,800 ~
2. ERCC6 (CSB) AFZR%ALIT
(13,500*80% )
2 £ X M E R BtHiae (Congenital B3 (exon) 640 % (80080%)
urea cycle disorders ) 2. # F]# 1
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: %P (xZF ﬂ.ﬁ:}ﬁﬁ?ﬁ:#ﬂ?‘?’%ﬁ:%i’ﬁ?’
g 80%:- £ )
AAPFLEFIY ERGHE
21| (Congenital hyper IgE syndrome ) 2. 7,200 =~ (9,000*80% )
STAT3 & |2 %A 45
AAPF LAY ERGHE
22| (Congenital hyper IgE syndrome ) 2. 7,200 =~ (9,000*80% )
DOCKS & F1R % 4 17
Cornelia de Lange = jz i # ( Cornelia de
23 |Lange syndrome ) 2. NIPBL ~ SMC1A ~ 32,000 =~ (40,000 ~*80% )
SMC3 ~ RAD21 & #]% %84 47
04 Crouzon * }jgn,—?%:: ( Crouzon syndrome ) M- 43 (exon) 640 % (800%80%)
2. FGFR2 & %% % 4 15
)5 DiGeorge's & Tn% ¥ ( DiGeorge's syndrome ) 7200 % (9.000%80%)
2 TBXI £ F1% 844
Y DiGeorge's Ji iz ¥ ( DiGeorge's syndrome ) 3480 & (4350%80%)
Z_22q11.2 deletion 4 47
(1)@ s Flak 2 /£ 47 31/ R % 3 4 47 :2,400
= (13,000%809% )
(2) AR A TFIAH5 16,400 ~
(8,000%809% )
- * % S “{‘ﬁﬁ; (Duchenne muscular | (3) 2 & F| 25 4 #7: 36,000 =~/ 8, —?]z
dystrophy ) 2. F|# 47 (45,000%809 )
(4) A5 9%
W 5o 0% 11,600 %/ 4 (2,000%80% )
W a2 12400 /% (3,000%809% )
B osas2X -k 12,400 =~/ % (3,000%809% )
(1) IVS4+919 =gk @] : 1,200 =~
2 % 4 (Fabry Disease) 2. 7% % F1K (1,500%80%)
28| (2) H- 3 (exon) :640 =~ (800*80% )
R (3) GLA A F1% 5 4 45 © 4,480 =
(5,600%80% )
29 | £ 4w g (Galactosemia) 2 A& F] #r|H - ¢t 3+ (exon) :640 =~ (800%80% )




B3 AE &3

B
) BT P (%7 LA FRA 2 P52 20 25
hu cx
80%:+ ¥ )
% & <& (Gaucher's disease ) 2~ GBA #&| (1) ¥ - b3 (exon) : 640 =~ (800*80% )
el T (2) 2 A FIEA A 47 17,680 < (9,600%80% )
A - pe o % - A (Glutaric aciduria type
M ﬁ;::Wy\ﬁ : P - 3 (exon) : 640 & (800%80% )
27 FlZ wT
+ 9% 5 4% 7 Ta 4] (Glycogen storage (1) 5 - 2% % 1,600 ~ (2,000%80% )
disease type la) 2. G6PC A F12 % 4 +7 | (2) 2 A F 2 B » 17 13,600 ~ (4,500%80% )
B BMEE Rk (Hereditary spastic
33 legia) = 7] & P H - #%# 3 (amplicon) : 640 = (800*80% )
paraplegia) 2.z F| &7
% % ifg v o (Homocystinuria) 2. 2 %]
M1, P Y B - 3 (exon) :640 % (800*80%)
2T
(1) =4 1 &4]1,600 ~/4 (2,000%809¢ )
(2) A=l B4
® 7 & H W5 (Huntington’s disease ) 2. i
35 B -2 % 03,600 ~/ % (4,500%809 )
A
F| T
' W e 13,600 /4 (4,500%809)
B o250k 03,600 ~/4 (4,500%809% )
< p2k ik fig B e ( Hypophosphatasia ) 2.
36| TRl YPOPROSP 7,040 = (8,800%80% )
ALPL 2. & 7|2 %A 45
(1) - 44 (deletion) & p : 800 ~
L . (1,000%809% )
¢ % 4 # e (Incontinentia Pigmenti) 2.
37 (2) - ~312 AF 2R 8,000 ~
& FP
(10 OOO*SOV)
(3) AsZ¥rrrZ - 3,200 ~ (4,000%80% )
B A@w gr (Isovaleric academia) 2. f
38 5 /\Z ¥- 3 (exon) :640 =~ (800*809% )
2T
(1) - 2.2 % 640 ~ (800*80% )
+ @ < g (Kennedy disease ) 2. & F1# * °
39 i« (2) 8 =g 7445 ¢ 1,200 =~ (1,500*80
T
%)
+ i@ <z (Kenndy disease) 2 Expand
40 |tander reapeat ( 2-2L R % A F]) 2. &£ F]1#(1,200 ~ (1,500%80% )

5
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B .
5 %P (&% LA PR B PHERLLH B
a 80%3* % )
Leigh disease 2. T14487C ~ G14459A ~
T10158C ~ T10191C ~ C11777A ~
41 ” ¥ - =2 :640 =~ (800%809% )
T12706C ~ T8993C ~ T8993G % #:. 2L ( hot
spots) 2. R F]1R %4 7
(1) e ez A Fin 2,000 ~ (2,500%80% )
Lowe = ix3# (Lowe syndrome) 2. B
42 OCRL 4715 .4 (2) 2AFA A 14,400 ~
AET T
* (18,000%80% )
7 fkoe (Maple s urine disease ) Z
43 ’ %J\E pie Syrup ¥- 3 (exon) :640 = (800*809% )
& FP
voghppat iy A 2 & pRak LR
44 | (Medium-chain acyl-coenzyme A ¥- 3 (exon) :640 = (800*809% )
dehydrogenase deficiency) 2. # %] %7
e - B x Jg (Methylmalonic
45 ’iﬁ, P Y - ¢ 3 (exon) :640 = (800%80% )
academia ) 2. 3 F|Z %1
16 4R 42 Fvm (Mitochondrial defect) 2 & | (1) = 138 1,600 ~ (2,000%80% )
<+ BifsapEF SRR (2) 538 8,000 ~ (10,000%80% )
K AR B % 2. A3243G ~ G3460A ~ ]
AR T (1) H- B3 % 1 640 = (800%80%)
A8344G ~ T8993G ~ T8993C ~ T10158C -~
(2)3 @Fighe & 245 11,600 =~ (2,000%80
T10191C ~ C11777A ~ G11778A ~
47 %)
T12706C ~ G13513A ~ G14459A -~
. ) ) (3) 5 Bi=ghie & 245 12,400 =~ (3,000%80
T14484C~T14487C % - 588 3 FI2 2 % %)
0
AR
F SR B s 20k sl A %] (mt DNA 4977
48 i ia - 444 1640 & (800%809% )
bp) # % (deletion) 4 15
5z i as sk 2 (Multiple
B _ P | (1) H- 3 (exon) :640 =~ (800*80% )
49 |carboxylase deficiency ) 2. HLCS #& #] %

£ 49

(2) 2 A F] 2R »+7 17,680 =~ (9,600%80% )
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B3 AE &3
(B F LARHF R PHE LA
80%:- % )

50

MERABEFEHEY -
( Neurofibromatosis type II ) 2
FIR %~ A7

NF2 &

(1) = 403 %3732 12,000 = (2,500%80% )

(2) > A F %A A 17 17,200 = (9,000%80% )

(3) MLPA 4 £ /€ 48 4] & 45 : 3,200 ~
(4,000%80% )

51

Niemann-Pick = jx A %] (Niemann-Pick

disease type A) 2. SMPD1 # F] & % & 7

(1) ¥ - 1640 =~ (800*80% )
(2) 2 A F] 2R~ +7 13,840 ~ (4,800%80% )

b+ (exon)

52

Niemann-Pick = ;& C 4] (Niemann-Pick

disease type C) 2. NPC1 £ F] R %4 17

(1) - 3 : 640 = (800*80% )

(2) 2 AF 2R A 112,000 ~
(15,000%80% )

(3) MLPA 4 % /€ 48 4] A 45 © 3,200 =
(4,000%80% )

53

£ RpE £ Ak 4 # 5 4% £ 7z (Ornithine
transcarbamylase deficiency )2 OTC £ 7]
) AR

-7 (exon) : 640 =~ (800*80% )

54

TR DA% G FER AR M R

( Persistent hyperinsulinemic
Hypoglycemia of Infancy (PHHI) 2.
GLUDI A %% %A 45

(exon) : 640 =~ (800*80% )

55

Pfeiffer < jg i ¥ (Pfeiffer syndrome) 2
FGFR2 & 1% % A #

-7 (exon) : 640 = (800*80% )

56

F fik Fkik (Phenylketouria) 2 fk 135 &7

H- 3 (exon) :640 =~ (800*809% )

57

Be b Xz (Pompe disease ) 2
REAL T

GAA £ 7

(1) - 2% % : 640 = (800*80% )
(2) > AF %A A+ 12,000 ~
(15,000%80% )

58

% %% (Porphyria) 2. HMBS & F] % %

AR

ﬁ« ‘b3 (exon) :640 = (800*80% )
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=3
) 5T B CEERI 1 F TR R
)L ez
80%: % )
% ¥ g (Porphyria )
1. f% : PBG/ALA % & A 1%
59 |2. /T\/,’i : Porphyrin HPLC 4 4| & 47 2,000 =~ (2,500*%80% )
& 3£ :Porphobilinogen deaminase( PBGD )
ok e il
(1) = &Hq - #H# 3 (amplicon) : 2,080 ~
o) %Q()0
T RPN R R s (2.600%80%)
: o . (2) - A3 2 AF %A &35 12,000 ~
60 | ( Progressive familial intrahepatic
. (15,000%809% )
cholestasis ) 2. L F1# %7
(3) 2EAFTSE 36,000 ~ (45,000%80
%)
‘e4hig vaic 4 g fsdk 2 g (Short-chain
@R P i ( (1) - ¢+3 (exon) : 640 ~ (800%80% )
61 |acyl-CoA dehydrogenase deficiency ) 2.
ACADS & 7% % 4 44 (2) 2 AR 2 A A5 16,400 ~ (8,000%80% )
R
o 2 Ff & (Sitosterolemia) 2. ABCGS| (1) ¥ - 3 (exon) : 640 =~ (800%80% )
AF RS (2) 2 A 725 A& +7:8,320 =~ (10,400%80% )
6 E ¥Ff% & & (Sitosterolemia) 2. ABCG8| (1) H - “t3 (exon) :640 =~ (800%*80% )
Y T (2) > & T 2B A 418,320 = (10,400%80% )
(1) =4 11,600 ~/4 (2,000%809¢ )
o | (2) A% 9%
¥R e £ HEE ( Spinal muscular
64 B o2 % 1,600 ~/4 (2,000%809% )
atrophy ) 2. 7 F1& %7
B oo 12400 ~/4 (3,000%809% )
B o525k 12400 ~/4 (3,000%809% )
(1) =4 1 &4]1,600 ~/4 (2,000%809¢ )
S me 1 e (2) A= By
ERE L ‘ﬁ it ( Spinocerebellar ataxias )
65| ey B oo % 03,600 ~/4 (4,500%809% )
Z_ LT

W feor L 13,600 ~/ 4 (4,500%809% )
W 50Xk 13,600 7~/ 4 (4,500%809 )
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i W HIE P (&ZF ﬂ.ﬁr}ﬁs?ﬁc#géﬁié#ﬁ,iw‘fgfa
- 80%3* ¥ )
(1) &4 :2.800 ~/% (3,500%809¢)
) (2) A BB
£ 4]/ i  f i (Thalassemia major) 2
66 A M B 5o2s % 11,600 =/ 4 (2,000%8096 )
B oo 12400 ~/4 (3,000%809% )
B o525k 12400 ~/4 (3,000%809% )
. . 4% (Trimethylaminuria) 22 FMO3 £ | (1) & - ¢t 3 (exon) : 640 =~ (800*80% )
F R & A 45 (2) 2 AR 2 A A 4515760 ~ (7,200%80% )
6 r‘—ii;/ﬁ it ;& (Tuberous sclerosis) 2z #& SF A A 455 24,000 £ (30,000%80% )
=

ik Ve ¥ (v Ag 4k 2 g (Tyrosine
go | EPEE ' T -3 (exon) :640 = (800*80%)
hydroxylase deficiency ) 2. # ¥ %7

= B 27X g i 2 (Williams syndrome ) 2
70 * Y 3,480 &~ (4,350%80% )
7q11.23 2. L AP ¥t

f &~ g (Wilson's disease) 2. £ F]Z| (1) & % % 4Fx3% 12,000 ~ (2,500%80% )

71
(2) 2 & F 2 /A £ 47:9,600 =~ (12,000%80% )

55\2

Wiskott- Aldrich = 3z % # ( Wiskott-
72 |Aldrich syndrome ) 2. WASP £ F] % % 47,200 =~ (9,000*80% )

17

39 AT BRAKEF AR L | (1) - h3 (exon) : 640 % (800%80% )
73 | (3-Methylcrotonyl-CoA carboxylase (2) 2 A 72/ 447 112,160 ~

deficiency) 2. MCCC1 # F1% % 4 47 (15,200%80% )

3-7 AT B ApAT AR L (1) - ¢t3 (exon) :640 ~ (800*80% )

74 | (3-Methylcrotonyl-CoA carboxylase (2) 24725447 10,880 ~
deficiency) 2. MCCC2 # F1% % 4 47 (13,600%80% )
[ =
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