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R % HH B 28R
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8 B # % A 298 (Achondroplasia) z

1 1,200 5t (1,500*80%
FGFR3 % B £ 4 4 ( ")
5 &M P BR ik 40 B e (Acute intermittent | (1) B —4hF (exon) 640 5t (800%80% )

porphyria) = HMBS % B 5 4 4547

(2)2 4R & F 58,960 4(11,200%80% )

I B & @R AR B (Al.dgille syndrome ) Z

(1) E4ngkk (deletion) 38 1,200 7
(1,500%809% )
(2) Bz LKW EF o4 ¢ 88 12,000

) & B 35 Wy 7t (15,000%809% )
(3) &k B A 447 25.200 7t (31,500%80
%)
A % 46 %% %% ( Apert syndrome ) 2 FGFR2{ (1) #8247 ¢ 1,600 7o (2,000 £*80% )
B Pl (2) B—3bF (exon) : 640 7L (800%80%)
% %k L-H kBRI B F SR S )
5 | ( Aromatic L-amino acid decarboxylase 9,600 7t (12,000%80% )

deficiency ) 2 AADC # B R 4 4547

eI S TR R
( Autosomal recessive polycystic kidney

disease ) 2 L HBE

(1) B—4F (exon) : 640 7w (800%809)
(2) AT ESE 3,200 4 (4,000%80% )

Bartter’s syndrome 2 3k B £ 87

(1) B—4F (exon) : 640 5t (800%80% )
(2) 28 B & A 54 124,000 7t (30,000%80
%)

4 M BEdk % 0% (Biotinidase deficiency )
Z BTD & & % % 547

(1) #—5F (exon) : 640 7% (800%80%)
(2) &K R 54 © 2,560 7 (3,200%80% )

JR M Py 2% ( Carnitine deficiency
syndrome, primary ) % SLC22AS5 & B %

S

(1) B—4F (exon) : 640 5t (800%80% )
(2) 2R R EF 5 6400 7 ( 8,000%80% )
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WER A B

B2
(4% % B v BB B A R R AR Bh
80%st H)

JE S M8 M B ¥ B (Chronic primary

10 |granulomatous disease ) 2 CYBA & B % 7,200 7t (9,000%80% )
8o
JE 8 i A 3 #E % (Chronic primary
11 \granulomatous disease) Z CYBB % & % (7,200 7t (9,000%80%)
il
Ja B VER b ) i B (Chronic primary
12 |granulomatous disease ) 2 NCF1 B % (7,200 7 (9,000%80% )
% ot
JB 25 MR A ¥ % (Chronic primary
13 |granulomatous disease) % NCF2 AR % 7,200 7 (9,000%80% )
% H
J6 2B 0% 1y ¥ % ( Chronic primary
14 |granulomatous disease ) 2. H202 1,600 7 (2,000%80% )
production zh & 4 #7
_ T . - PP
5 FBRER dogE % — 7 ( Citrullinemia type 1) E ; i i%g;‘iézj‘; ): 12?204867_5 800*80%)
% ASS1 BB RE I (12,800%80% )
16 ARk fngE % — A (Citrullinemia type 11) E ; Z;QZ};?:;) ‘1?"422?:;2800*80%)
Z SLOC25A13 3 B R 547 (14, 400%80%)
. S g B (Cleidocraninal (1) $— 26K 4 54 1 1,600 7t (2,000%80% )
dysplasia) z RUNX2 % B 2 % 44 (2) 2 AR & F 55,200 7 (6,500%80% )
8 Cockayne K 7 15 #( Cockayne syndrome ) (1) & 4n % 4 21 547 1 2,000 5t (2,500%80% )
z ERCC8 (CSA) LB R o 47 (2) 24 E 2544 7,600 T (9,500%80% )
|| Cockayne i 4 8#( Cockayne syndrome ) E ; i Z; 9‘; ‘éift ii ):; : :21(:)0;)0? i 2,500%80% )
z ERCC6 (CSB) HB R 5 o
(13,500%80% )
g KM S F A B A NS (Congenital
20 : B 4F (exon) 640 7. (800%80% )

urea cycle disorders } 2 # B ¥

2
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i o 2R
(AR Rk i B A B P AR, 5 A B
80%% F)

21

ERMES B REE EEER
( Congenital hyper IgE syndrome )
STAT3 A B %% 547

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

22

ARG R EHE S B EEH
( Congenital hyper IgE syndrome ) =
DOCKS # B R # 547

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

23

Cornelia de Lange K g% #f (Cornelia de
Lange syndrome ) 2 NIPBL » SMCIA ~
SMC3 ~ RAD21 # B 78 8 5 547

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

24

Crouzon K 75422t ( Crouzon syndrome )
z FGFR2 A B R % 547

B—4hF (exon) : 640 7 (800%80%)

25

DiGeorge's % 1% #H( DiGeorge's synd.fome)
z TBX1 &R R 54

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

20

DiGeorge's 7 1% #( DiGeorge's syndrome )
Z 22q11.2 deletion 237

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

27

£ B R WA %4 7% (Duchenne muscular
dystrophy ) = & # %k

(1) do kB /AR R G A 50d7 2,400
7 (3,000%809 )

(2) R EB@&BEAEEFH ¢ 6,400
(8,000%80% )

(3) &4 R EF 536,000 T/ &4
(45,000%809 )

(4) EATEAR 58T
W 5k 1,600 7t/ A (2,000%8096)
W s 5k 2,400 /A (3,000%80% )
W i s Ak 2,400 st/ A (3,000%8096 )

7B 3% % (Fabry Disease ) 2 F % # B 4

(1) TVS4+919 4 #5484 * 1,200 7T
(1,500%80% )

28 " (2) B4+ (exon) : 640 7 (800*80%)
5 il
s (3) GLA B &5 54 © 4,480 7
(5,600*80%)
20 | 2k s (Galactosemia) Z KB & ¥ B —40F (exon) 640 7T ( 800%809% )
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&R B

B % B & 4R
(4K B s B ARAR B L R K - 44 BY
80%3t &)

30

% % k% (Gaucher's disease ) 2 GBA A&
Ly iRl

(1) B—4F (exon): 640 7t (800*80% )
(2) &4 B & R544 1 7,680 7t (9,600%80% )

31

7% =% dayE # — A (Glutaric aciduria type
IDES: Yk

B — 4T (exon) : 640 7L (800*8096)

32

WFEE LA Ta B ( Glycogen storage
disease type [n) z G6PC A H & 4% 447

(1) B—gs4 : 1,600 7 (2,000%80%)
(2) & & B & 5 45H 13,600 7 (4,500%80% )

33

ARG BB (Hereditary spastic
paraplegia) 2 J& B 3t

8 — g 4e-7+ (amplicon) : 640 5t (800*80% )

-3
=]

Bk Ee ¢ ( Homocystinuria) = 35 &

34 j B4 F (exon) 640 T (800%80% )
%
(1) B @ &a 1,600 B/A (2,000%8095)
' (2) BATER S
¥ TR 4854 (Huntingfon’s disease) 2 7 )
35 P W 4 5 e 3,600 /A (4,500%809% )
L
R B 5o 545 0 3,600 /A (4,500%80%)
B 55 E K 3,600 T/A (4,500%80% )
Ae G B &5 (Hypophosphatasia ) 2
36 AR L EYPOPROP 7,040 7 (8,800%80%)
ALPL 2 A B RE ‘
(1) ¥ —#k% (deletion) ] @ 800 7
e . (1,000%809 )
&, % 4% 78 (Incontinentia Pigmenti ) 2 i
37 e (2) oM 2 HEAA 8,000 74
U (10,000%809 ) |
(3) AATLMirk ¢ 3,200 7 (4,000%8096)
B % sy (Isovaleric academia) 2 3k |
38 B 4F (exon) : 640 5t (800%809%)
B 35
1) B2 0 640 74 (800%809
i@ i (Kennedy disease ) 2 4 B 3% (1) * ( %)
39 ” (2) 8 A Es A o ¢ 1,200 7t (1,500%80
%)
378 b Ko (Kenndy disease ) % Expand
40 |tander reapeat ( FEXE 4 A K ) 2 A H (1,200 7 (1,500%80%)

B
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R % B & 4R
CAR T S %5 B 0 B 7 AL 5 A BY
80%3HH )

41

Leigh disease 2 T14487C ~ G14459A ~
T10158C ~ T10191C ~ C11777A ~
T12706C ~ T8993C ~ T8993G % #2: (hot
spots) = & B % & 54

B —4wgh 640 7t (800%809% )

42

Lowe K. k1% (Lowe syndrome) 2
OCRL £ B R 4 547

(1) €482 53 1 2,000 7 (2,500%80% )
(2) & ABEZF 4 ¢ 14,400 T
(18,000%80% )

# A% (Maple syrup urine disease ) 2

43 % — 4 F (exon) : 640 7 (800%80% )
£ Bl * (exon) ’
AR AR M AG Ak RESHR LR
44| ( Medium-chain acyl-coenzyme A B —4F (exon) : 640 7 (800%80% )

dehydrogenase deficiency ) 2 2 B %

45

® BB 8 fgi (Methylmalonic
academia) .  F %

#—4F (exon) 640 54 (800*80% )

46

W se B 414 (Mitochondrial defect) 2 &
AR A B R M AR

(1) % 138 1,600 7 (2,000%80% )
(2) 518 8,000 7t (10,000%80% )

47

o 45 38 o 9 2 A3243G ~ G3460A
A8344G ~ T8993G ~ T8993C ~ T10158C -
T10191C ~ C11777A ~ G11778A -
T12706C ~ G13513A ~ G14459A -
T14484C~T14487C % kusp b AR gL R 4
o

(1) B —25% 8 : 640 74 (800%80%)

(2) 3 A4k a4 a4 ¢ 1,600 7t (2,000%80
%) _

(3) 5 AB4 2 444 © 2,400 74 (3,000%80
% ) |

48

R 47 2 5 8 2 R B L B (mt DNA 4977
bp) #:2% (deletion) 44

B4k 1640 7 (800%80% )

49

% 351k s AL BEsR £ 9 (Multiple
carboxylase deficiency ) 2 HLCS & B %
Y HT

(1) B—4F (exon) : 640 7 (800%80%)
(2) & & B & A 454 7,680 7t (9,600%80% )
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50

b A R e AR R R =T
( Neurofibromatosis type 11 ) 2z NF2 J&
B R 8 o #F

(1) B4 B8R #E 1 2,000 7 (2,500%80% )
(2) 22 B & B 5 1 7,200 T (9,000480% )
(3) MLPA #: /&4 A 447+ 3,200 T

(4,000%80% )
51 Niemann-Pick K A %l (Niemann-Pick | (1) #-—4hF (exon) @640 T ( 800*80% )
disease type A) 2 SMPD1 K B R4 44| (2) 24K A 5 A 3,840 5t (4,800%80% )
(1) B—3F : 640 7 (800%80% )
2) AR EFod ¢ 12,000 5T
Niemann-Pick K £ C A ( Niemann-Pick ( U
52 (15,000%80% )
disease type C) = NPC1 (B % 8 547
(3) MLPA #rk/FH 3 547 ¢ 3,200 7T
(4,000%80% )
B BB 4, F A%k 3848 854k 2 g ( Ornithine
53 |transcarbamylase deficiency )2 OTC A& B |8 — 4h-F (exon) : 640 7t (800%80%)
R A SH |
g R R &K i BE 4y ik Ak s W
( Persistent hyperinsulinemic
54 . ) B 47 (exon) : 640 7 (800%80%)
Hypoglycemia of Infancy (PHHI) = _
GLUD! % F % % 447
Pfeiffer & i1z #% (Pleiffer syndrome) Z| _
55 FGER2 2 B % 8 A4 B —4hF (exon) 640 7t (800%80%)
56 | %8715 (Phenylketouria) z f& R34 #7 ¥ —hF (exon) 640 7 (800%80% )
1) B —g524 1 640 7t (800%80%
B B K& (Pompe disease) 2z GAA A H (1) # R % ( )
570, (2) 2R EEFMF 12,000
R
(15,000%80% )
sy (Porphyria) 2z HMBS BB R @
58 B 4hF (exon) : 640 5t (800%80%)

AT




&

WA IR B

% & 80 &R
(4 R e R A B 93 45 » B4
80%3t %)

59

# % & (Porphyria)

1. B P PBG/ALA & & 447

2. Ji& : Porphyrin HPLC 4 & 547
#2.3% : Porphobilinogen deaminase( PBGD )
& Pt

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

60

AT R AT P T
( Progressive familial intrahepatic

cholestasis ) = % K #%

(1) S4o ¥ —#EMF (amplicon) 2,080 7
(2,600%809 )

(2) B—45Az AHEF - HE 12,000 T
(15,000%809% )

(3) 28 AR5 36,000 7t (45000%80

%)

43 40 15 B e & B8G4: 2 58 (Short-chain

z HRALH

_ (1) B—4F (exon) : 640 & (800*80%)
61 |acyl-CoA dehydrogenase deficiency )} 2
(2) 248 %554 6,400 7 (8,000%80%)
ACADS B R 547
3 B AL (Sitosterolemia) 2 ABCGS| (1) #—45hF (exon) : 640 5t (800%80% )
2 s (2)2H B 5 B 447 £ 8,320 70 10,400%80% )
6 & B B b ( Sitosterolemia) 2 ABCGS8| (1) ¥—sh-F (exon) : 640 7t (800*80%)
"R E R (2) s B 5 A 20 £ 8,320 70( 10,400%80% )
(1) RA 1,600 /A (2,000%80%)
(2) Al
P o, 1 %455 (Spinal muscular
oal " - ) i}f @E ’ B 55 2 1,600 /A (2,000°8096)
tr Z A HBHE
AP/ =2 ' B 4% ¢ 2,400 /A (3,000%809 )
W s 5ok 1 2,400 /A (3,000%80% )
(1) mA T BR 1,600 /A (2,000%80% )
Ao B 2 Spinocercbellr ataas) () AT RSN
. 2 BE NS B T mocerebellar ataxias
651 L SPIOT B b 5 3,600 /A (4,500%809%)

W s 458 0 3,600 /A (4,500%80% )
W 5 5ok 3,600 /A (4,500%809% )
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B % 4 B @8R _
(ARG Rk o B4 B HHIE R, 2 A6 BY
80%st H )

66

& A i ¥4k & o (Thalassemia major) Z
= NEA)

(1) BA : 2,800 /A (3,500%809)

(2) AATRiFE
B e 5kt 1,600 72/A (2,000%809 )
B g 2,400 /A (3,000%80%)
B s 5 3F 0k 02,400 5t/ A (3,000%809% )

& 5 (Trimethylaminuria) 2 FMO3 & | (1) £—5+F (exon) : 640 7t (800%80% )
o7 w3 e (2) 24 B % B 5 b0 5,760 7t (7,200%80%)
4E 55 MR A Tuberous sclerosis ) 2 4
oq [ S EARAAE (Tuberous sclerosis) 2B, o) o e 94,000 7 (30,000480%)
& 25 iy
ik it fe fb B s 2 5 ( Tyrosine
o | REIILTB L5 (Ty — 91T (exon) © 640 7t (800%80%)
hydroxylase deficiency ) 2 AR %k
LR K E 4% 2% ( Williams syndrome ) 2
7o [FRARH R 25 ( Y )2 480 7 (4350%80%)
7q11.23 2 AR SHF
71 BB A kaE (Wilson's disease) z R H ¥ (1) S 4 R A8E 02,000 7L (2,500%80% )
B (2)& 2R & F 454 19,600 (12 ,000*80% )
Wiskot(- Aldrich K g /%28 ( Wiskott-
72 |Aldrich syndrome ) 2 WASP B R 447,200 74 (9,000%80% )
il
3P R G EEHEAE A pitir e g | (1) E—4F (exon) @640 54 (800%80%)
73 | ( 3-Methylcrotonyl-CoA carboxylase (2) XA EFoa 12,160
deficiency ) 2z MCCC1 A B % % 547 (15,200%80% )
3-W K w H A A BILE R s (1) B—4F (exon) : 640 7 (800%80%)
74 | ( 3-Methylcrotonyl-CoA carboxylase (2) 2ABEA 44 - 10,880 5T
deficiency ) % MCCC2 BB R A (13,600*80% )
HE3E
1. 4}3%%‘F%ﬁ’fﬂ%iﬁxé‘&%?i)ﬁf—iﬁfﬁﬁﬁ B S R AR R R A R E R P R R
M R B P R ER S A AR YR B AR BT B AR AT
9. RABBH AR LB e B AR SRR F LR RARR M > e TR R
&:?E#h%“}%:@._] %ﬁlﬁ%‘/’%l‘f\’z ! Mﬁf'ﬁ‘h%'ggy\*ﬁ%nng °
3. BonHkdE T Rs BAGEM L R T EAREEER A B AL ) IR BFE

Bl HARB 0 R EHFAA -



