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FRARBFAPMELR%KLD 2 § 7

BRAE &R
B8 WK B (% LA F R PRGE % 48 20 PR R 20 47 24 80%
P H AT )
(1) 4% 2-4 +7 1 1,200 ~(1,500*80%)
#F # ¥ 3 2 (Achondroplasia) | (2) 2 & F]1 %A & 17 : 8,064 -~ (10,080*80%)
1
2. FGFR3 A F1 R %~ 47 R AEER D AEFQA)EFELS T AF
REFRLEF(Q
_ (1) ¢ i F1g B2 7 H - ¢ &5 (exon) : 672 =
¥ & e (Porphyria)z. HMBS 2 7]
2 ) (840*80%)
REA AT
(2) 2 A F] =R A4 1 6,048 ~(7,560*80%)
(1) & &3k % (deletion)* 78 1,200 ~(1,500*80%)
2 P o % ® & i ¥ (Alagille | (2) > & 72 A 4 47 ¢ 24,000 ~(30,000*80%)
syndrome)z_ £ F] %7 *ROEAPEERET D E L ROEMB R ol Fa
AP ARFERRE RS EF(2)
i (1) 472 g4 47 * 1,600 = (2,000 =~*80%)
§ 44 < g (Apert syndrome) 2
4 ‘ (2) ¢ A F¥R 25 H - ¢33 (exon) : 672 ~
FGFR2 # F1 % % 4 17
(840*80%)
S H % L-vRAphagin gt A prak £
J&  (Aromatic L-amino  acid
5 o 9,600 = (12,000*80%)
decarboxylase deficiency)z. AADC
AFRRA 7
(1) ¢ oA TR 2 & H - ¢ &3 (exon) : 672 ~
WH o HEL S BETRE R
(840*80%)
6 (Autosomal recessive polycystic
] ] (2) 2 A& F] A &7 1 24,000 = (30,000*80%)
kidney disease) 2. £ F13 %7
(3) A i @ %7 1 3,200 ~(4,000*80%)
(1) 2 A )RR 25 H - g3 (exon) : 672 ~
(840*80%)
(2) H- A 32 AFLA A
Typel : SLC12A1 16,128 =~ (20,160*80%)
Bartter < & iz ¥ (Bartter’s Type2 : KCNJ1 2,016 ~(2,520*80%)
7
syndrome)z_ £ F] %7 Type3 : CLCNKB 9,408 =~ (11,760*80%)
Typeda : BSND 2,688 (3,360*80%)
Typedb : CLCNKA 9,408 ~(11,760*80%)
Type5 : MAGED2 6,048 =~ (7,560*80%)
(3) 2 A F| %A A 45 © 24,000 = (30,000%80%)
Beckwith Wiedemann = jg i # | H19 ~ IGF2 - CDKN1C 2 KCNQ1 £ #]® it &
8

(Beckwith Wiedemann syndrome)

15 1 2,400 ~(3,000%80%)




AR

4 ¥ % p¥ 4 £ jg (Biotinidase

Al

(1) = s A FI$ B 2 5 H - &g (exon) : 672

9 o ‘ (840*80%)
deficiency)z. BTD # F| % % 4 17
(2) > £ F %A A 45 2,560 =(3,200%80%)
Bo% 1k #k 4% £ (Carnitine | (1) © A FIR R 2 & ¥ - vH A (exon) © 672 ~
10 | deficiency syndrome, primary) 2 (840*80%)
SLC22A5 £ F1 % % » 47 (2) 2 512 A A 47 © 6,400 ~(8,000*80%)
(1) ¢ A FIHE 2 5 H - a3+ (exon) : 672 ~
(840*80%)
(2) 8- »32 AR 7
o B R 5 ' (Chronic
S i ( CYBB : 4,032 = (5,040*80%)
primary granulomatous disease) 2. _
11 CYBA : 8,736 ~(10,920*80%)
CYBB ~ CYBA -~ NCF1 ~ NCF2 -~
NCF1 : 7,392 = (9,240*80%)
NCF4 & F1 % % & 1%
RS NCF2 : 10,080 = (12,600*80%)
NCF4 : 5,376 = (6,720*80%)
(3) > A F] = A & 47t 24,000 ~(30,000*80%)
Bt 5 " 5 (Chronic
12 | primary granulomatous disease) 2. | 1,600 = (2,000*80%)
H202 production # &t 4 47
(1) 2 AR RE 25 H - g3 (exon) : 672 ~
JAOdRBE v g % — ] (Citrullinemia
13 ‘ (840*80%)
type 1)2. ASS1 & F| % & A 47
(2) > £ F1=_A A 47 ¢ 10,240 ~(12,800*80%)
A OREE & § - 4] (Citrullinemia | (1) © v F1% % 2 5 H - ¢Hg3 (exon) : 672 =
14 | type I)2- SLC25A13 4 %)% % A (840*80%)
N (2) > A F1F A A 47 ¢ 11,520 ~(14,400*80%)
& % fE % % 7 £ ¥ (Cleidocraninal | (1) = “wA FI% % 2 =5 H - * &3 (exon) : 672 ~
15 | dysplasia)z. RUNX2 A #]% % 4 (840*80%)
N (2) 23 512 A & 47 1 5,200 =~ (6,500*80%)
Cockayne = & i # (Cockayne | (1) = 4% )4 47 : 2,000 = (2,500%80%)
16 | syndrome)z. ERCCB8(CSA) i %%
ot (2) 2 A F %A A 45 7,600 = (9,500%80%)
Cockayne = st i 3 (Cockayne | (1) = 4% % 7] 4 45 : 2,000 = (2,500*80%)
17 | syndrome)z. ERCC6 (CSB)# #1%
, (2) > A F1 %A A +5 ¢ 10,800 ~(13,500*80%)
A 4
AR AR AHBRR| (L) wATIRRE 2L EH - AT (exon) 1 672 &
18 (Congenital urea cycle disorders)z_ (840*80%)

3 I

(2) AR R 2 AF LA




ASL : 11,424 = (14,280*80%)
ARGL : 5,376 = (6,720*80%)
SLC25A15 : 4,704 = (5,880*80%)

(3) % +% & 2 CPS1(# OTCINAGS)2 » i ¥ %

B 45 1 24,000 = (30,000%80%)
AR B TR B R e :rrfgﬂ ¢
BRleE(l); ARERB R LEFQ)
REHEEFQ)

19

i%f’* B v E gz
(Congenital hyper IgE syndrome) 2.

STAT3 AR R % » ¥7

8,000 ~(10,000*80%)

20

LAMFLERRY E gz
(Congenital hyper IgE syndrome) 2
DOCKS # F% % 4 17

8,000 +~(10,000*80%)

21

Cornelia de Lange = Jg i
(Cornelia de Lange syndrome) z
NIPBL ~ SMC1A ~ SMC3 ~ RAD21
A FIR BB AT

(1) ¢ wh AR50 -
(840*80%)

*} &g+ (exon) : 672 ~

(2) - #Al2 AT A A7
NIPBL : 30,912 = (38,640*80%)
SMCIA : 10,752 = (13,440*80%)
SMC3 : 17,472 = (21,840*80%)
RAD21 : 8,736 ~(10,920*80%)

(3) 2 A F T A A 45 1 24,000 = (30,000%80%)

22

Crouzon = j & #¥ (Crouzon

syndrome) 2 FGFR2 A 1% %4

il

(1) ¢ wh AR5 H -
(840*80%)

*t &7+ (exon) : 672 =~

(2) 2 A 7= A » 47 : 8,064 ~(10,080*80%)

23

Ok % & v g (Cystic
fibrosis)CFTR 2 F| & % 4 47

(1) = %% $AF 2,000 = (2,500%80%)

(2) > &£ F %A A 45 1 12,000 = (15,000%80%)

24

DiGeorge & i # (DiGeorge

syndrome) 2. 22q11.2 deletion 4 47

2,400 = (3,000%80%)

25

% & (Duchenne

EEso 2

muscular dystrophy)z_ £ %1% %7

(1) = Fefh Flak 2 [E 472/ % %24 47 ¢ 2,400 =
(3,000%80%)

(2) MLPA # 4k 2 /€ 35 3] %
3,600(4,500%80%)

LR AT

(3) 2 A F| %A A 45 © 24,000 = (30,000%80%)
RSB RE D E S REER RS é’r%ﬂ—#f
ARl iE(l); AREE B AR LEF(Q)
BEFEEFQD)




Fabry = sz (Fabry Disease)z #2%

(1) IVS4+919 = 2L i#] : 1,200 = (1,500*80%)

Al

(2) ¢ A FIRB 2z 5 H - & F (exon) : 672

26
F F1 ) (840*80%)
(3) GLA # 1 %5 A 7 © 4,480 = (5,600*80%)
s 9§ b E % 4k Kn(Fatty acid | (1) ¢ A FIRRA 2L E H - HEg S (exon) - 672 ~
27 | oxidation defect) ¢ 4% & & p% % 4 (840*80%)
Ly - A2 AT (2) > A 72 A 12,768 ~(15,960*80%)
(1) e i 512 B 2 & H - ¢35 (exon) : 672 ~
(840*80%)
(2) 8- » 32 ARLRE AT
L g v e (Galactosemia) 2. & 7] GALK1 : 5,376 = (6,720*%80%)
28
Z T GALM : 4,704 = (5,880*80%)
GALT : 7,392 = (9,240*80%)
GALE : 7,392 = (9,240*80%)
(3) 2 £ F %A A 15 : 24,000 = (30,000%80%)
(1) e A 7% B2 5 H- &+ (exon) : 672 ~
B2 A f,;g(Gaucherdlsease)* GBA
29 (840*80%)
RFIRRAAT
(2) > A F1FT A A 47 1 7,680 ~(9,600*80%)
(1) 2 A )RR 25 H - g3 (exon) : 672 ~
N e ke ¥ - 3] (Glutaric
30 o (840*80%)
aciduria type 1) 2. & #]# %7
(2) > £ 7= A A 17 © 8,064 ~(10,080*80%)
"5 % i la 4] (Glycogen storage | (1) & A& F1% % 2 & ¥ - H &g 3 (exon) : 672 ~
31 | disease type la)2. G6PC # F1% % (840*80%)
A5 (2) > A F %A A 47 © 3,600 = (4,500%80%)
H e g RT Y KR 1) e A FRE2 5 H - *HE S (exon) : 672 ~
32 | (Hereditary spastic paraplegia)2z. # (840*80%)
F2 (2) 2 A F %A A 4% 1 24,000 ~(30,000%80%)
(1) e wAFIRE2 5 H - *HEF (exon) : 672 ~
® MR pe Foe (Homocystinuria) 2 (840*80%)
33
A FL e (2)CBS > A F1% A A 45 : 11,424 ~
(14,280*80%)
® 7 & L & S g (Huntington’s
34 | disease,* # Huntington's chorea) | = 4 : & 3] 1,680 ~/* (2,100*80%)
2 2k F T
1) e wAFIRE2 = H- *HEF (exon) : 672 ~
4 7 B4 fin B 2 (Hypophosphatasia)
35 (840*80%

2 ALPL 2 A F % %4 47

(2) ALPL # %1 %_A : 7,040 = (8,800%80%)




(1) & - 3 « (deletion) 1. ;@] : 3,200 -~ (4,000*80%)

(2) IKBKG 2 ] % & : 6,048 = (7,560*80%)

§ % % # J (Incontinentia '
36 . . PR A PEEGRTT D E R ROEEB R R Fak
pigmenti)z & F]Z 1
ARLEE(L) RRIEE B R RE(2)
(3) &% B ¥rrE 3,200 =~ (4,000%80%)
(1) ¢ A FIHE 2 5 H- ¢+ (exon) : 672 ~
£ A Bk s Jz (Isovaleric acidemia) 2.
37 (840*80%)
# F1 P T
(2) IVD & F % A4 : 7,392 =(9,240%80%)
(1) ¢ A FIHE 2 5 H - ¢Hag+ (exon) : 672 ~
Kabuki & % ¥ (Kabuki
38 ) (840*80%)
syndrome)MLL2 £ 1% % 4 37
(2) > £ F %A A 47 1 17,600 = (22,000%80%)
4 30 Lo (8 A R R X g
J& )(Kennedy disease) 2. Expand
39 ) 1,680 =/ 4 (2,100*80%)
tandem repeat(z:-2 % % A F))2 &
¥ g7
Leigh < & & 3 "o # % % (Leigh | (1) = «wA FI% R 2 & H - b &g+ (exon) : 672 ~
disease)z. T14487C ~ G14459A -~ (840*80%)
T12706C ~ T8993C ~ T8993G % #
% A 4 (3)5 B =gk & ~ 47 1 2,400 ~(3,000%80%)
Lowe % j iz % (Lowe syndrome) | (1) ¢ % % 4lFrz2 ¢ 2,000 =~ (2,500%80%)
41
2. OCRL A R % % 4~ ¥7 (2) > A7) =R 13,440 ~(16,800*80%)
(1) 2 A TR 25 H - ¢tig 3 (exon) : 672 ~
(840*80%)
CEREETE IV
W # k£ (Maple syrup urine BCKDHA : 6,048 ~(7,560*80%)
42
disease)z. # F]¥ ¥t BCKDHB : 6,720 =~ (8,400*%80%)
DBT : 7,392 = (9,240*80%)
DLD : 9,408 = (11,760*80%)
(3) 2 A F] %A A 45 © 24,000 ~(30,000%80%)
Soghg i d E 4 L op | (1) wATIRB2F H - A (exon) 672 %
43 (Medium-chain acyl-coenzyme A (840*80%)
dehydrogenase deficiency) 2. £ %] | (2) ACADM 2 A 7] % & 4 +7 : 8,064 ~
7 (10,080*80%)
(1) e wAFIRE2 = H- *HEF (exon) : 672 ~
® AP - e Jg (Methylmalonic (840*80%)
44

acidemia)z. £ F]# %7

(2) & - » 32 AT RA A A
MMAA : 4,704 = (5,880*80%)




MMAB : 6,048 = (7,560*80%)
MMACHC : 2,688 = (3,360*80%)
MMADHC : 5,376 = (6,720*80%)
MUT : 8,736 = (10,920*80%)

(3) 2AFITLSE A 47 ¢
24,000 -~ (30,000*80%)

ke 4 88 4% K=(Mitochondrial defect)

(1) # 138 1,600 = (2,000%80%)

45
ERE N R VTS B R (2) 5 58 8,000 = (10,000*80%)
F AU B s 2 A3243G ~ G3460A~ | (1) © A FI% B 2 5 H - “H A5 (exon) © 672 =
A8344G -~ T8993G - T8993C - (840*80%)
g | POLSBC TIOWOIC~ CLITTIA 9y 3 jempio & 4 4 ¢ 1,600 = (2,000%80%)
G11778A ~ T12706C ~ G13513A -
G14459A ~ T14484C ~ T14487C = (3)5 B =2k & A 45 : 2,400 = (3,00080%)
AFIRE AT
F AR A o 2 o SR A ) (it
47 _ H - #4672 ~(840%80%)
DNA 4977 bp)44 % (deletion) 4 5
5o Mz pF 4 Z g (Multiple | (1) © A FIR R 2 5 8 - “h &3 (exon) © 672 &
48 | carboxylase deficiency)z. HLCS # (840*80%)
FIR A AT (2) 2 A F] = A A4 1 7,680 = (9,600*80%)
(1) & %% % 2F£32 2,000 < (2,500%80%)
MoE sk omom o g E % - F) ,
(2) MLPA 3+ £ /£ 4 3] &~ 47 : 3,200 =~
49 (Neurofibromatosis type 1I)2. NF2
' (4,000%80%)
A FR AT
(3) & £ F 2 A A 45 1 7,200 = (9,000%80%)
e S B2 5 H - ¢ i3 : e
Niemann-Pick = s » 5 Kepk 7 e 48 (1) wAqAF %L 5 H &+ (exon) : 672
*92N0,
50 J& A/B 2] (Niemann-Pick disease (840*80%)
type A/B)z. SMPD1 £ F1 % 84 17 | (2) 2 A F1 ¥ 5 4 15 © 3,840 ~(4,800%80%)
(1) ¢ oA TR 2 & H - ¢ &3 (exon) : 672 ~
(840*80%)
Niemann-Pick = s » i #8857, 4% | (2) NPC2 4 %4 45 : 3,360 = (4,200*80%)
51 J& C A](Niemann-Pick disease type | (3) PC1 MLPA 3% 4 /€ 4§ 4| » 47 © 3,200 ~
C)Z AFIR %A 7 (4,000%80%)
(4)NPCL 2 2> A Fl 2B A 45 1 12,000 ~
(15,000*80%)
) (1) e wAFIRE2 = H - *HEF (exon) : 672 ~
BORRE Y R AR LR
(840*80%)
52 (Ornithine transcarbamylase

deficiency)z. OTC & F] 2 & & 7

(2) MLPA 4 % /€ 4§ 3] A 45 : 3,200 ~
(4,000%80%)




(3) OTC 2 # %A A 17 © 6,720 = (8,400%80%)

(1) ¢ i F1g B2 5 H - ¢ &5 (exon) : 672 =

= % 2 2 sz (Osteogenesis
>3 imperfecta) 2. 24 7] Z_A (840780%)
(2) 2 A& 72 A £ 47 1 24,000 - (30,000*80%)
FHper e iEa M | (1) wAFIRRE 25 H - “Hig3 (exon) 1 672 ~
= & (Persistent hyperinsulinemic (840*80%)
> Hypoglycemia of Infancy (PHHI)z | (2) GLUD1 > £ 712 5 ~ 47 : 8,320 =~
GLUD1 A R % %~ 47 (10,400*80%)
Pfeiffer = 5 13 # (Pfeiffer | (1) © WA FI¥ R 2 & H - *h &3 (exon) : 672 ~
55 | syndrome)z. FGFR2 £ %% % A (840*80%)
15 (2) > A% A ~ 47 & 10,080 ~(12,600*80%)
(1) 2 A F)$R 25 H- ¢33 (exon) : 672 ~
(840*80%)
(2) - #Al2 AT A A7
¥k 5 (Phenylketonuria) 2 # ] PAH : 8,736 = (10,920*80%)
>0 e 4 PTS : 4,032 =~ (5,040*80%)
GCH1 : 4,032 = (5,040*80%)
QDPR : 4,704 = (5,880*80%)
PCBD1 : 1,344 = (1,680*80%)
SR % 4 o % - 3] (Glycogen | (1) © A TR 2 & H - g+ (exon) - 672 ~
57 | storage disease Type 11)2. GAA # (840*80%)
F R A (2) > A F %A A 4% 1 12,000 ~(15,000%80%)
% &z (Porphyria)
1A% PBG/ALA z_& ~ 17
58 | 2./ki% : Porphyrin HPLC 4 4] 4 45 | 2,000 = (2,500*80%)
i b5 Porphobilinogen
deaminase(PBGD) & 14 4 7
(1) = A F % B 2 5 - 35 (amplicon) : 2,080
+(2,600*80%)
(2) ¥ - 242 AF A
BT ROE M PR R g TYPE1 : ATP8BL : 16,800 ~(21,000%80%)
59 (Progressive familial intrahepatic TYPE2 : ABCB11 : 17,472 +(21,840*80%)
cholestasis)z. # ]2 %1 TYPE3 : ABCB4 : 17,472 ~(21,840*80%)
TYPE4 : TJP2 : 15,456 = (19,320*80%)
TYPE5 : NR1H4 : 6,048 = (7,560*80%)
(3) > £ F1 2 A : 24,000 = (30,000*%80%)
60 | & ¥ % JE (Rett | (1) = s %A 47(R%+ F) 1,600 ~




syndrome)MECP2 A 7] %

(2,000%80%)

(2) @ vk B EA 5 (A 5 55 52) 1 4,000 &
(5,000%80%)

(3) MLPA 4 45 : 2,400 = (3,000%80%)

(4) A F1% %4 47 3,200 = (4,000%80%)

Tmid iy SR E 4 & fF 4k 2 g (Short-

(1) A FIgR2 5 H- i3 (exon) : 672 =

61 chain acyl-CoA dehydrogenase (840*80%)
deficiency)z. ACADS £ ] % # 4
. (2) 2 A F] = A 447 ¢ 6,400 ~(8,000*80%)
e Am e ow (# F ) D= TAFIRE 2 X H - B (exon) 1 672 &
62 | (Sitosterolemia)z. ABCG5 # F1% (840*80%)
45 (2) 2 A F %A A +5 © 8,320 = (10,400%80%)
EHABE e B (HE F ) (1) e A 7% B2 5 H- &+ (exon) : 672 ~
63 | (Sitosterolemia)z. ABCG8 4 F1% (840*80%)
A 45 (2) 2 A F %A A 45 © 8,320 = (10,400%80%)
¥ ORC e % 55 o (Spinal | (1) & 4 1,600 ~/+ (2,000%80%)
64
muscular atrophy)z_ £ #]# %7 (2) SMN £ #] %75 % %_& © 5,376 ~(6,720*80%)
FROD R R TR R (1)« exop AT 0 F 3] 1,680 2/ 4 (2,100%80%)
65 (Spinocerebellar ataxias) z_ # %1%
o (2) » 43 £ 7] ¢ 10,080 ~/ 4 (12,600*80%)
£ 3] % & | @ & (Thalassemia
66 ) 4 4 12,800 =/ 4 (3,500%80%)
major) 2. z 13 %7
(1) 2 A )RR 25 H - ¢tig 3 (exon) : 672 ~
= 7 & =g (Trimethylaminuria)
67 ) (840*80%)
2. FMO3 £ 71 % # & ¥7
(2) 2 A F] =R A 47 ¢ 5,376 = (6,720*80%)
X & 14 1 e (Tuberous sclerosis)
68 A F] 2R 4~ 47 ¢ 24,000 =~ (30,000*%80%
2. 2k T T
At R L 23 (v fF 4 £ ok (Tyrosine | (1) © A& FI R 2 5 ¥ - “ &g (exon) © 672 ~
69 | hydroxylase deficiency)z. & %1% (840*80%)
g7 (2) 2 A F] =R A~ 47 ¢ 8,736 = (10,920*80%)
o #r % gp i ¥ (Williams
70 2,400 ~(3,000*80%)
syndrome)z. 7q11.23 2 3 %2 #7
(1) e wAFIRE2 5 H - *HEF (exon) : 672 ~
= f & < e (Wilson's disease)z #&
71 (840*80%)
) o
(2) 2 A F T A L7 14,112 ~(17,640%80%)
Wiskott- Aldrich =< 7 & ##
72 8,000 ~(10,000*80%)

(Wiskott- Aldrich syndrome) z




WASP & F1 % % 4 17

ERFSS T e

Al

(1) ¢ i Fg B2z 5 H- &5 (exon) : 672

Z  Jg  (3-Methylcrotonyl-CoA (840*80%)
73
carboxylase deficiency)z. MCCC1
) (2) 2 F1 2 A A 47 1 12,096 ~(15,120*80%)
AFIREAS AT
SR BRI A S A | (1) C R FIRE L H - AT (exon) © 672 &
Z  J&  (3-Methylcrotonyl-CoA (840*80%)
74
carboxylase deficiency)z. MCCC2
) (2) > F1 %A & 47 + 10,752 ~ (13,440*80%)
REIR R AT
g+ 7 EMEFERAME g | (1) wAFIRE 25 H- *Hig (exon) : 672 ~
(Homozygous familial (840*80%)
75 | hypercholesterolemia) 2. LDLR -~ (2) LDLR ~ APOB ~ PCSK9 + LDLRAP-1 -
APOB ~ PCSKY ~ LDLRAP-1 ~ | ABCGS - ABCGS 2 # 71 %5 4" f7 5,360 =
N H 2= BN\
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