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#c# % v * 2% (Achondroplasia) z

~ *800
1 FGFR3 4 7% % 4 ¥ 1,200 =~ (1,500*%80% )
(1) - “+3 (exon) :640 ~
) EMEFHMEY TE (Acute intermittent (800*80% )
porphyria) 2. HMBS £ 7] % % 4 47 (2) A 7725 4~+5 - 8,960 ~
(11,200*80% )
(1) = x4+ 4 (deletion) =+ 38 1,200 ~
(1,500*809¢ )
3 o3& %o iz ¥ (Alagille syndrome ) (2) E- #3122 EAF 2R oi7 ! 55
2 R F L 12,000 ~ (15,000*%809% )
(3) A7z B A~»45: 25200 ~
(31,500*%809%; )
(1) #3245 01,600 ~ (2,000 ~
4 § hgF e (Apert syndrome) 2 *80% )
FGFR2 A M1 R % & 47 (2) - #t3 (exon) :640 =~
(800*%80% )
4 LR R 5 R L
5 ( Aromatic L-amino acid decarboxylase (9,600 ~ (12,000*80% )
deficiency ) 2. AADC # F1R % & 17
- ¢ 3 : = *
WL S RIER 5 R TR (1);5) %+ (exon) : 640 ~ (800*80
6 | (Autosomal recessive polycystic kidney . p e - _ *
disease) 2 1k ¥ &5 (2) f; i B P % 0 3,200 (4,000*80
%)
(1) - “t3 (exon) :640 ~ (800*80
‘ %)
s 5 H D Lﬁ'f
7 |Bartter’s syndrome 2_ & F]3 %t (2) 2 A F %8 A4 ¢ 24,000
(30,000*%809% )
] g H 1L N\ :
Beckwith Wiedemann = jJg i 2% (D ,KCNQl é*lﬂo A ALR AT 4800
8 ( Beckwith Wiedemann syndrome ) ~ (6,000%80% )
KCNOL ~ H19 % 7% % 4 44 (2) H19 £ 7] 7 &1t 428 A 45 : 4,800 =
e (6,000%809 )
(1) - ¢t3 (exon) :640 ~
9 4 $ % fs4k £ g (Biotinidase (800*80% )
deficiency) 2. BTD £ %1% % 4 {5 (2) 2R 72 R A~47 12560 ~
(3,200*%80% )




BB SR

B 5 WwH&REP (RFALARBTFRBER T PRI R
Z_o A B 80%3E )
.. .. H- 3 : =
B M p k&4 2 g (Carnitine deficiency (1) . +O (exon) : 640
10 |syndrome, primary ) 2. SLC22A5 % ] % (800*80% )
N (2) 2 A F 2 A A4 16,400 ~
(8,000*80% )
R g 5 (Chronic primary
11 |granulomatous disease ) z. CYBA # %1% (7,200 =~ (9,000*80% )
%4
R g 5 s (Chronic primary
12 |granulomatous disease ) 2. CYBB # %] % 7,200 ~ (9,000*80% )
Ba AT
R g 5 (Chronic primary
13 |granulomatous disease ) z- NCF1 & #]% (7,200 =~ (9,000*80% )
A1
R g 5 (Chronic primary
14 |granulomatous disease ) z. NCF2 & #]% (7,200 =~ (9,000*80% )
A1
B g 5 s (Chronic primary
15 |granulomatous disease ) 2. H202 1,600 =~ (2,000%80% )
production # &t 4 7
(1) - 43 (exon) :640 =~
16 Aveps s e % — 4] (Citrullinemia type (800*80% )
|) 2. ASS1 A F] % % A 47 (2) 2 A F 2 A A7 110,240 ~
(12,800*%80% )
(1) - “t3 (exon) :640 ~
17 Aorpew g % = 3] (Citrullinemia type (800*%80% )
I1) 2. SLC25A13 # F1%& % A 5 (2) 2 A F %A A4 11,520 ~
(14,400*%80% )
(1) E-g.2% 447 11,600 ~
18 & g ¥ # 5 2% (Cleidocraninal (2,000%80% )
dysplasia) z- RUNX2 & %] R % & 47 (2) 2 A 72/ 447 5200 ~
(6,500*%80% )
e s A : )
Cockayne < s iz 3% (Cockayne (1 (2;&28&/:)% 2,000
19 ?/:(fjrrome) ERCC8 (CSA) A F|z % (2) > BT %A A 7,600 =
(9,500*%80% )
e s BRA| : =
Cockayne < ji i3 (Cockayne (1) (2 g&iﬁgé‘x) 172 2,000
> H !
20 s;i/nggr/(in;g) 2. ERCC6 (CSB) # 7 (2) > & 7%/ A+ 10,800 =~
xR (13,500%80% )
43 MR E ETE NS i
’1 * M E PR B et (Congenital - 3 (exon) :640 =~ (800*80% )

urea cycle disorders ) 2. z %3 %t
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s % B (RFLAFKFRBER ? HBPHER
20 A et 80%3 &)
AXPFLEHIY ERGE
22 | (Congenital hyper IgE syndrome ) 2. |7,200 ~ (/9,000*80% )

STAT3 A F1 % %4 47

23

AAPEB LAY ERiGHE
( Congenital hyper IgE syndrome ) 2.
DOCKS8 £ F]1% % 4 47

7,200 ~ (19,000*80% )

24

Cornelia de Lange = jz iz ¥ ( Cornelia de
Lange syndrome ) 2. NIPBL ~ SMC1A -~
SMC3 ~ RAD21 A F1 % % 8.4 $7

32,000 ~ (40,000 ~*80% )

25

Crouzon = jx iz ¥ ( Crouzon syndrome )
2. FGFR2 A %1% %~ 7

H - 3 (exon) :640 =~ (800*80% )

26

Ff g i g (Cystic fibrosis) CFTR
AFR A

(1) ATz A A+$5:12,000 ~
(15,000%80% )

¢ sk A 2,000 ©
(2,500*80% )

(2)

27

DiGeorge's Jg i # (DiGeorge's
syndrome ) 2. TBX1 A& F1% % & 7

7,200 ~ (19,000*80% )

DiGeorge's Jx i ¥ ( DiGeorge's

28 syndrome) 2. 22q11.2 deletion 4 #7 3,480 ~ (4,350780%)
(1) e AR L /L4 R 47 ¢
2,400 ~ (3,000*809% )
29 F #<ep £ %5 (Duchenne muscular | (2) AR %8 > 2 F]4 17 1 6,400 ~
dystrophy ) z_ # F|# %7 (8,000%809% )
(3) > 72/ »47:36,000 ~/ 8 %
(45,000*809% )
(1) IVS4+919 =gk ¢ - 1,200 ~
(1,500*80% )
30 2 % 33 (Fabry Disease) z. #2%% %] | (2) H - *t3+ (exon) :640 ~
X %ﬁ Bl (800*80% )
(3) GLA £ 7% R A~ 47 : 4,480 ~
(5,600*80% )
aisfic g v T 4k | (Fatty acid
31 |oxidationdefect) p dk &2 245 L |H - t3 (exon) :640 ~ (800%80% )

- A2 A PR

LA ia) 2 A %Y - _
29 . $eo % (Galactosemia) 2 £ %] H- 43 (exon) : 640 & (800%809% )
(1) - ¢t3 (exon) :640 ~
33 % 2 Xz (Gaucher's disease) 2. GBA | (800*80% )
AFRE LT (2) 2472 /L4701 7,680 ~
(9,600*%80% )

34

~ 2 B e % - Al (Glutaric aciduria
type l) 2. R F| & %7

H- b3 (exon) :640 = (800*%809% )
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B 5 W% P (REAABEZRBEF T HEIHIR
Z_o e 80%3 ¥ )
—- 7wk = *QN0,

- FEEREAE o la 3] (Glycogen storage E;% i Eiﬁ;? N 1;6(.)03 60(§ 2;;000 80%)
disease type la) 2. G6PC £ %] % % 4~ 7 ( 4.500%80% )

36 BB EE PPk (Hereditary spastic | — ##{5 (amplicon) : 640 =~ (800*80
paraplegia) 2. 3 F1¥ % %)
B ok VAL 4 inuria) 2 £
F1F &7
® 7 4 %% (Huntington’s disease)  |[& 4 @ &3] 1,600 ~/+ (2,000*80% )

38

2 AT

M Ekfs fia f* i (Hypophosphatasia) 2.

A *8(00
39 ALPL 2 5 F% % 4 44 7,040 (8,800*80% )
(1) - 344 (deletion) 1 p| : 800 ~
(1,000*809¢ )
40 ¢ % 4 # e (Incontinentia Pigmenti) 2. | (2) ¥ - &~ Az A %2 A& : 8,000 ~
h F e (10,000*809% )
(3) A= Z%rrrs - 3,200 ~ (4,000*%80
%)
Fa— .
41 B Apes . (Isovaleric acidemia) z % H- %3 (exon) : 640 = (800%80%)

T

42

B #+ e iz ¥ (Kabuki syndrome)
MLL2 &£ 71 % 84 17

(1) $2:% % : 1,600 ~ (2,000%80% )
(2) > AT %A A4 ¢ 17,600 =
(22,000%809% )

43

Wi g (Kennedy disease )

q.

2 7 5]

T ok
% 15

(1) - g% % :640 ~ (800*%80% )
(2) 8 =g ¥4 47 1,200 ~
(1,500*809% )

44

+ @ L g (Kenndy disease ) 2
Expand tandem repeat ( z£8L% % & F])
2 7K FZ r

1,200 =~ (1,500*80% )

45

Leigh disease 2. T14487C -~ G14459A ~
T10158C ~ T10191C ~ C11777A ~
T12706C ~ T8993C ~ T8993G % #. 2k

(hotspots) 2. A F1 R %~ 47

H - i~2L 640 =~ (800*%809% )

46

Lowe =iz (Lowe syndrome) 2z
OCRL £ F1 R % & #7

(1) = =R Z3mR
(2,500%80% )

(2) 2 AF A A5 1 14,400 ~
(18,000%80% )

: 2,000 ~

47

4 fe (Maple syrup urine disease )
2. 7k F1 %7

H- 3 (exon) :640 ~ (800*80% )
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48 | ( Medium-chain acyl-coenzyme A H - ¢35 (exon) :640 ~ (800*809% )
dehydrogenase deficiency ) 2. & %12 %t
" A@ - g g (Methylmalonic o ) _
- - H - ¢ . U *200
49 acidemia) 2 & )2 3 (exon) : 640 = (800*809% )

50

488 4 Fm (Mitochondrial defect) 2
T BIRAARE SR R

(1) = 18 1,600 =~ (2,000*80% )
(2) 53 8,000 =~ (10,000%80% )

R A s 2. A3243G ~ G3460A -
A8344G ~ T8993G ~ T8993C -~
T10158C ~ T10191C ~ C11777A ~

(1) - %% 1640 =~ (800*809% )
(2) 3 pighie & 47 1 1,600 ~

*
51 G11778A ~ T12706C ~ G13513A ~ (3) é?ﬁogogfg/b )A\ 16 1 2.400 &
G14459A ~ T14484C - T14487C % #-4 (3®wm/) o
WA FIEER %A 1T ’
AR B o 2ok AR 2L 7] (mt DNA 4 - _ *ano
52 4977 bp) # % (deletion) A 4% ¥ -2 640 ~ (800780%)
. 1) - ¢+ (exon) :640 ~
Foa i prak 2 g (Multiple (1) (800*80%() )
53 |carboxylase deficiency ) 2. HLCS £ %1% ) _
N (2) 27 %A A 47 17,680 ~
T (9,600%80% )
(1) ¢ R %3 F 2,000 ~
s ik 2 Vo e (2,500*%80% )
VERRBEIEE Y - H o~ N . =
54 (Neuroflbromat05|stype II) 2 NF2 % (2) 3(&‘9%32)%?;/:)% - 7,200
IR AT (3) MLPA 4 2 /€ 5 4] & 4% © 3,200 =
(4,000*%80% )
_ s 3 : S
Niemann-Pick =z A ] (Niemann Pick (1) ?800*8—(;%()6)(0” 640
55 (::rseasetypeA) SMPD1 A F1 % % (2) > F %R A 45 1 3,840 =
(4,800*%80% )
(1) - ¢t 3 : 640 ~ (800*%80% )
+ > . N\ : -
Niemann-Pick =z C 4] ( Niemann-Pick (2) 2AFTS 15 12,000
56 disease type C) 2. NPC1 A F1% &4 47 (15,00080% )
yp RE (3) MLPA # 2 /€45 4] A 7 : 3,200 ~
(4,000*80% )

57

Hn

bR g U fpA RSB L
( Ornithine transcarbamylase
deficiency ) 2. OTC £ Fl 2 & & 7

¥- 3 (exon) :640 = (800*80% )

58

= % 2 > (Osteogenesis imperfecta )
CATR B2 TR AT

2,000 =~ (2,500*%80% )
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59

= % % »>& (Osteogenesis imperfecta)
COLIAL A F] > A F| 2 A

20,280 ~ (25,350*80% )

60

= % 2 > (Osteogenesis imperfecta )
COL1A2 A7 > A P2 5

22,360 ~ (27,950*80% )

61

FHES A%, FERA M R

(Persistent hyperinsulinemic
Hypoglycemia of Infancy (PHHI) 2
GLUD1 £ 7% %4 17

H- 3 (exon) :640 =~ (800*80% )

Pfeiffer < jz iz ¥ (Pfeiffer syndrome )

- 43 : A *8()0
62 2+ FGFR2 1% %4 1 H %+ (exon) :640 =~ (800*80% )
63 |¥fk sk (Phenylketouria) 2. # %35 %7 | - b3 (exon) : 640 =~ (800*80% )
_ . . (1) - 2% % 640 ~ (800*80% )
B [N 7 ]
64 Irif]i%f;gPompedlsease) z2. GAA % (2) > A A A4 12,000 ~
’ (15,000*80% )
& b i 7 L o5
Y ¥ (Porphyria)
1. Jri%x : PBG/ALA z_& » 47
66 |2. i : Porphyrin HPLC & & & 47 2,000 =~ (2,500*%80% )
n Ik : Porphobilinogen deaminase
(PBGD) #1447
(1) = =¥ - #3+ (amplicon) : 2,080
e ) s ~ (2,600*80% )
R ’r:} »95‘:}54'—\377—;‘-‘/‘1-‘/*’:; L _
&I RIRE IR RS A (2) 8- ~412 A5 %A 1 &35 12,000 ~
67 | (Progressive familial intrahepatic
cholestasis ) z. # ] %7 (15,000%80% )
e (3) > A% 25 36,000 ~ (45,000*80
%)
I 4F Vg 12 ¥ (Rett syndrome) FOXG1 |, SN . _
kA A : B *QN0,
68 %A A TR %A 47 13,200 ~ (4,000%80% )
(1) e wrgrdr (& F) 1,600
~ (2,000*80% )
ke (2) ¢ R EBAY (AH255) 14,000
69 IHEF g iE#E (Rettsyndrome) MECP2 = (5,000%80%)

#* Tt %

(3) MLPA 4 #5 : 2,400 =~ ( 3,000%80% )
(4) A7 R% 17 13,200 ~
(4,000%80% )
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70

Ih#F < e g ¥ (Rett syndrome) CDKL5
7 i &

(1) = wr®ggs,r (RE>F) 11,600
= (2,000*80% )
(2> 2 —%‘r’}{%%&»/v\‘f‘? (é’_—é*.’:’?é,b’ﬂ) 34,000

=~ (5,000%80% )
(3) MLPA £ 45 : 2,400 = (3,000%80% )
(4) A 7% %445 1 16,000 ~
(20,000%80% )

71

‘B4R 3 & fR4k Z g (Short-chain
acyl-CoA dehydrogenase deficiency ) 2z
ACADS £ F1% %~ 47

(1) - ¢t3 (exon)
(800*80% )

(2) 2L F| 2 /A 45 16,400 ~
(8,000*80% )

L 640 =

(1) - 43 (exon) :640 =~
79 E FHfs w gz (Sitosterolemia) 2. ABCG5| (800*80% )
ATFIR B LT (2) 2 A F 2 A ~47 18320 ~
(10,400*%80% )
(1) - 3 (exon) :640 ~
73 E ¥f% s & (Sitosterolemia) 2. ABCG8 (800*80% )
A FIR A AT (2) 2 AT A4 :8320 =~
(10,400*80% )
K REM Ul ¥ 42 i
74 B % &9 (Spinal muscular 441600 A/4 (2,000%80%)

atrophy) z_ & ¥1Z %7

¥ 8] *o % g (Spinocerebellar

) &~ A L&A [ A *
75 ataxias) 2 jk ¥ & = A 1,600 ~/4 (2,000%80% )
76 )% g (Thalassemia & X 12800 ~/4 (3,500*809% )
major) 2. 7 & %7
(1) - ¢t3 (exon) :640 ~
7 = 7 A vfoE (Trimethylaminuria) (800*%80% )
2. FMO3 & 7% % 4 17 (2) > AF 2R A4 15760 ~
(7,200*80% )
_L“ 38 1L
78 & & itz ( Tuberous sclerosis) z A F R 419 1 24000 & (30,000%80%)

E_k _I’]—/‘ W

79

Pt vl 2g i fe 4k £ g (Tyrosine
hydroxylase deficiency ) 2z 2k #]# %7

H- 3 (exon) :640 ~ (800%80% )

80

® B #r g i3 (Williams syndrome )
2. 7011.23 z. £ 712 %7

3,480 = (4,350*%80% )
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s % B (RFLAFKFRBER ? HBPHER
2o A et 80%3t )
(1) = &R %3 mE 2,000 ~
81 ® f & =g (Wilson's disease ) 2 AL %] (2,500*80% )
v (2) 2AFZA A7 19,600 ~
(12,000*80% )

Wiskott- Aldrich = 3 iz # ( Wiskott-

82 |Aldrich syndrome) z. WASP # F1% % |7,200 =~ (9,000*%80% )
AR
b h e . 1) - ¢t3 (exon) :640 ~
3-" AT ST AL R L ) (800*80%() :
83 | (3-Methylcrotonyl-CoA carboxylase N . _
- N 2) 24T R L4571 12,160 ~
deficiency ) 2. MCCCL1 £ 1R % & 7 (2) (lzgk;g:%%;
e e A s o 1) - #t3 (exon) :640 =~
3-7 A E i AT PR A LR v (800*80%() )
84 | (3-Methylcrotonyl-CoA carboxylase N . _
- 2 A Fl e A A~ 47 110,880 ~
deficiency ) 2z MCCC2 £ F|1 % % & 7 ( >j(%§(;2)0380%;ﬁ
BoE G R F RAM L B
(Homozygous familial
hypercholesterolemia) Z o A s _ %2010
8 | DLR - APOB - PCSK9 - LDLRAP- |2 %1%/ #717:5,360 ~(6,700780%)
1+~ ABCG5 -~ ABCG8 z_ £ 7] % 5 &
17
A3
Lawer! GHE L L0 FAAR2 EJM&% AR ’ﬁfw‘*a‘% SR E AR M T
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