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FALAREP AL RRLL 2 37
AR ER
Bg WGP (#F LA FHFREER T 292 LT 4 2480%
ER N LRSI
(1) 453 gL~ 47 : 1,200 ~(1,500*80%)
#c#F 2 5 7 2z (Achondroplasia) | (2) > & #1254 4 47 © 8,064 = (10,080*80%)
1
2. FGFR3 £ F1% %~ 17 B ATFEEF AR FA)EFF AT AF
REFLEF(Q)
) (1) ¢ A FI¥ B2 5 5 - ¢33 (exon) : 672 =
% &g (Porphyria)z. HMBS A %]
2 ] (840*80%)
R AT
(2) 2 A 72 R A 47 1 6,048 ~(7,560*80%)
(1) & w4k 4 (deletion)# 38 1,200 -~ (1,500*80%)
5 o F Ow B B ¥ (Alagille | (2) 2 AT 2 A A 47 1 24,000 < (30,000%80%)
syndrome)z_ & 1% %7 *REAFPRE CE L RER B R ol Fe
2Pl heiF(l); ARERB XS 272
i (1) 4% 24~ 47 © 1,600 = (2,000 ~*80%)
§ 0 3 X g (Apert syndrome) z
4 . (2) ©c whFIHE 2 & H- A3 (exon) : 672 &
FGFR2 A 1% % 4 17
(840*80%)
4% L-vRflphapn s Jprak £
& (Aromatic  L-amino  acid
5 o 9,600 ~(12,000*80%)
decarboxylase deficiency)z. AADC
AFIRE AT
Q) ¢ AT L2 & H- i3 (exon) : 672 ~
MR MEL S RETRE R
(840*80%)
6 (Autosomal recessive polycystic
) ) (2) > A F =R A 17 1 24,000 ~(30,000*80%)
kidney disease) 2. & %] %7
(3) &% i @ %7 : 3,200 ~(4,000%80%)
(1) ¢ A FI¥ B2 55 - ¢33 (exon) : 672 =
(840*80%)
(2 FE- #A2 AFZR A4
Typel : SLC12A1 16,128 +(20,160*80%)
Bartter X sz & # (Bartter’s Type2 : KCNJ1 2,016 ~(2,520*80%)
7
syndrome)z # ¥ 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) > A F TR A 17 ¢ 24,000 ~(30,000*80%)
Beckwith Wiedemann = jz iz ¥ | H19 ~ IGF2 - CDKN1C 2 KCNQ1 £ #1® A i 4
8

(Beckwith Wiedemann syndrome)

15 ¢ 2,400 = (3,000*80%)
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AEVR AT

4 ¥ % pF 3> £ 5z (Biotinidase

Rl

(1) ¢ RAFI¥R 25 H - ¢HEF (exon) : 672

9 o _ (840%80%)
deficiency)z. BTD A F1 % % 4 47
(2) 2 A F =R A7 1 2,560 ~(3,200%80%)
Ro% M p d6 4 £ & (Carnitine | (1) © AR FIRA 2 & H - “HAg (exon) 1 672 ~
10 | deficiency syndrome, primary) 2 (840*80%)
SLC22A5 # % & A 1% (2) > £ F1 %A A 45 6,400 = (8,000%80%)
(1) e AT B2 5 H - g3 (exon) : 672 ~
(840*80%)
(2) H - ~Al2 A F TR A5
B p ¥ & % (Chronic
R fi 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 L %1% % 4 47
AFREA NCF2 : 10,080 = (12,600%80%)
NCF4 : 5,376 = (6,720*80%)
(3) > A F1 %A A 45 : 24,000 = (30,000%80%)
REFHERER T ”ﬁ},is (Chronic
12 | primary granulomatous disease) 2. | 1,600 - (2,000*80%)
H202 production = & 4 47
(1) e A F$RB2 55— ¢4 (exon) : 672 =
Ao=fs e g % — 4] (Citrullinemia
13 _ (840*80%)
type 1)2. ASS1 3 F] & %4 ¥7
(2) > £ F1F_A A 45 10,240 = (12,800%80%)
A vz 5 o % = 4] (Citrullinemia | (1) = & FIg R 2 & 8 - “ &5 (exon) : 672 ~
14 | type Il)2 SLC25A13 # F1% %4 (840*80%)
14 (2) > £ F1E A A 45 1 11,520 = (14,400%80%)
&% g ¥ % 7 B ¥ (Cleidocraninal | (1) ® vz F1% % 2 % ¥ - “H &7 (exon) - 672 ~
15 | dysplasia)z. RUNX2 A ¥ % % 4 (840*80%)
5 (2) > A F% A A+ 1 5,200 < (6,500%80%)
Cockayne = Jz i ¥ (Cockayne (1) = 2 %3415 : 2,000 = (2,500%80%)
16 | syndrome)2. ERCCB8(CSA)A F] %
x| T I : e *8(0)0,
£ 4 (2) 2 AW %A A 47 7,600 ~(9,500%80%)
Cockayne = gz i # (Cockayne | (1) = 4% %74 45 : 2,000 = (2,500*80%)
17 | syndrome)2. ERCC6 (CSB) # F1 %
. (2) > &£ 7= A 4~ 47 : 10,800 = (13,500*80%)
e
oA RA R A B | (1) wATIREL S E - T (exon) 1 672 %
18 | (Congenital urea cycle disorders)z. (840*80%)

AP

(2 AR 2 AT LA
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ASL : 11,424 = (14,280*80%)
ARGL : 5,376 = (6,720*80%)
SLC25A15 : 4,704 = (5,880*80%)

(3) ~ % B 2. CPS1(% OTCINAGS)Z > # %
B~ 17 1 24,000 = (30,000%80%)

TR ATEEART D E G RIERB R A TR

BRIEFEQL) AFELEBRAAEF() > AH

REFEREQ)

19

A MR LRI R
(Congenital hyper IgE syndrome) 2.
STAT3 £ F1 % % 4 ¥7

E Jg iz #

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

20

AR LA R
(Congenital hyper IgE syndrome) 2
DOCKS # F1 % % » 17

E 5 ¥

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

21

Cornelia de Lange = jg i ##
(Cornelia de Lange syndrome) 2.
NIPBL » SMC1A -~ SMC3 » RAD21
A FIR BT

(1) e wRAFI¥R 25 H - HEF (exon) : 672 =
(840*80%)

(2 E- »Al2 AFZR A4
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) > & Fl %A A 45 © 24,000 = (30,000*80%)

22

Crouzon = j i # (Crouzon
syndrome) z. FGFR2 X F] & %4

i

(1) e whAFRE 2= H- i3 (exon) : 672 ~
(840*80%)

(2) 2 A F %A A 45 : 8,064 ~(10,080*80%)

23

£ % % @m 1 i (Cystic
fibrosis)CFTR & %] % % 4 ¥7

(1) © 4% 2 3FE 1 2,000 = (2,500%80%)

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

24

DiGeorge &

syndrome)z. 22q11.2 deletion 4~ 47

i # (DiGeorge

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

25

£ % < s 4 % yg (Duchenne
muscular dystrophy)z_ #& %1% %7

(1) ¢ R FR L /LR $ 447 1 2,400 ~
(3,000%80%)

(2) MLPA 2 %14 4 [£ 4532 % % 4 47
3,600(4,500*80%)

(3) 2 & T = A 4~ 17 : 24,000 ~(30,000*80%)
*EAAREF T E D FEE B ok TR
Apliei(l); ATERBENLEFQ) S A%
REFEFQ)
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Fabry = j(Fabry Disease)z. 2%

(1) IVS4+919 =2k ] : 1,200 = (1,500%80%)

(2 ¢ wRAFIHR 25 H - HEF (exon) : 672 =

2 ¥ F% R (840*80%)
(3) GLA A F1 % R & 47 t 4,480 ~(5,600*80%)
B vsfe § 1 1T 4k [(Fatty acid | (1) = TR FIRR 2 & H - A (exon) 672 &
27 | oxidation defect) p # & & ¥ % # (840*80%)
LRy - A2 AT (2) 2 A7 2 A 12,768 < (15,960*80%)
(1) = A FI%$ B2 5 5 - ¢ &5 (exon) : 672 =
(840*80%)
(2) B - A2 AT A4
L gk i g (Galactosemia) 2. & #] GALK1 : 5,376 ~(6,720*%80%)
28 o GALM : 4,704 = (5,880*80%)
GALT : 7,392 = (9,240*80%)
GALE : 7,392 =~ (9,240*80%)
(3) 2 & F = A 4~ 47 : 24,000 ~(30,000*80%)
(1) e wAm L2 = H- i3 (exon) : 672 ~
% 2 <z (Gaucher disease) 2. GBA
29 ‘ (840*80%)
AEVR AT
(2) > A F A A 45 © 7,680 =~ (9,600%80%)
SR - ) Gluaric | ) RTRRSTES A (exon) 1672 =
30 aciduria type 1)z 3 1% %7 (840780%)
(2) » % T A A 45 : 8,064 = (10,080%80%)
352 la 2] (Glycogen storage | (1) = A FI% R 2 = 8 - a7 (exon) : 672 ~
31 | disease type la)2. G6PC A #]% % (840*80%)
A4 (2) 2 & F %A A 45 : 3,600 = (4,500%80%)
oo g R T LR Q) ¢ wAFHE 25 H- A (exon) : 672 ~
32 | (Hereditary spastic paraplegia)z # (840*80%)
F 5 (2) > A F1 %A A 45 © 24,000 = (30,000%80%)
(1) ¢ =k FI% P 2 5 H- &3 (exon) : 672 =
% 2k iRps Ak (Homocystinuria) 2. (840*80%)
% A )P (2)CBS > # Fl & A 4 17 : 11,424 =
(14,280*80%)
% 7 4 X # K> e (Huntington’s
34 | disease,* #- Huntington's chorea) | = 4 : & 3] 1,680 </ 4 (2,100*80%)
2 2K F o
"Bk s fig B% i (Hypophosphatasia) (@) = wRARR LTI - R (oon) £ 672 =
35 (840*80%

2 ALPL 2 £ F1% %A 47

(2) ALPL % 1% A : 7,040 = (8,800*80%)
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(1) ¥ — 4 % (deletion) i ;2] : 3,200 = (4,000%80%)

(2) IKBKG £ ] %A : 6,048 ~(7,560*80%)

§ % % # s (Incontinentia »
36 ) ) RS EEF D F S RERB R wA T
pigmenti)z_ 2 ¥ %7
L pliE (L) 2RO E % L (D)
(3) A+ ¥y © 3,200 = (4,000*80%)
(1) e A F¥RB 255 - ¢4 (exon) : 672 =
B A Bk s gz (Isovaleric acidemia) 2.
37 (840*80%)
& F1 ot
(2) IVD £ F1 %A 7,392 = (9,240*80%)
) @ AT 2 FH - oA (exon) 672 &
Kabuki B & # (Kabuki
38 ] (840*80%)
syndrome)MLL2 £ F] % % 4 45
(2) 2 AW 2R A 47 1 17,600 = (22,000%80%)
ERCEE G ety e B X
sk )(Kennedy disease) z. Expand
39 , 1,680 =/ 4 (2,100%80%)
tandem repeat(: 8L % %A F)2 &
e
Leigh < & & 3 "5 4 &y % (Leigh | (1) © «wA F1% B 2 & H - “H g+ (exon) : 672 &
disease) 2. T14487C ~ G14459A - (840*80%)
40 | T10158C ~ T10191C ~ CLI777A ~ | (03 i3 wmie & & 47 ¢ 1,600 = (2,000%80%)
T12706C ~ T8993C ~ T8993G % A
Rk A e (3)5 = Bh2 & A 4% : 2,400 = (3,000*80%)
Lowe % jg i ¥ (Lowe syndrome) | (1) ¢ % % A|#/x:% ¢ 2,000 =~ (2,500*80%)
41
2. OCRL # F1% %~ 47 (2) > & 712 A 13,440 = (16,800*80%)
(1) e whAmRE 25 H- A3 (exon) : 672 ~
(840*80%)
(2) - » 32 AF A A7
. # F 7 (Maple syrup urine BCKDHA : 6,048 ~(7,560*80%)
42
disease) 2. # F| & #r BCKDHB : 6,720 - (8,400*80%)
DBT : 7,392 = (9,240*80%)
DLD : 9,408 = (11,760*80%)
(3) > A F TR A 17 ¢ 24,000 ~(30,000*80%)
P A2 B R R LR | (1) AR EHE - S (exon) 1 672 &
43 (Medium-chain acyl-coenzyme A (840*80%)
dehydrogenase deficiency) 2. & %] | (2) ACADM 2 AL ¥ % A& 4 {7 : 8,064 ~
o (10,080*80%)
(1) e A F$R2 55— ¢4 (exon) : 672 =
AP - f o g (Methylmalonic (840*80%)
44

acidemia) 2. & F1 %t

() 8- » 32 AT A 2T
MMAA : 4,704 = (5,880*80%)

EESHR
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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) 2 AFIEA A4
24,000 = (30,000%80%)

45

k48 4% Fi(Mitochondrial defect)
EREER Y S STV ER 3]

(1) % 1 5% 1,600 = (2,000%80%)

(2) 5 7% 8,000 = (10,000%80%)

46

AR o 2. A3243G ~ G3460A -
AB344G ~ T8993G -~ T8993C -
T10158C ~ T10191C ~ C11777A ~
G11778A ~ T12706C ~ G13513A ~
G14459A ~ T14484C ~ T14487C %
A FIRE AT

(1) e AT B2 5 H - ¢Hig3 (exon) : 672 ~
(840*80%)

(2)3 & =82 & 245 : 1,600 = (2,000%80%)

(3)5 & =22 & A 45 1 2,400 =~ (3,000%80%)

47

oA AE A o 2k S A A F) (mt
DNA 4977 bp)#* 4 (deletion) 4 +7

H - #4672 < (840*80%)

48

58 H = v pF > £ g (Multiple
carboxylase deficiency) 2~ HLCS 3k

FIR #4141

(1) e A TR 2 55— B3 (exon) : 672 =
(840*80%)

(2) 2 A R 2R » #7 1 7,680 ~(9,600*80%)

49

FAINGAE I - - S S|
(Neurofibromatosis type 1)z NF2
AR AT

(1) © 4% $alFE ¢ 2,000 = (2,500%80%)

(2) MLPA 4 % /£ 4 3] 4 17 © 3,200 =~
(4,000%80%)

(3) 2 & F1 %A A 47 ¢ 7,200 =(9,000%80%)

50

Niemann-Pick = i > & %65 75 (5 %
& A/B A (Niemann-Pick disease

type A/B)2. SMPD1 & F1 % % 4 47

Al

1) e wAFRR2 5 H- B3 (exon) : 672
(840*80%)

(2) > A F1 2R » #7 © 3,840 ~(4,800*80%)

51

Niemann-Pick < & - 3 #8854 75 £ #
J& C A](Niemann-Pick disease type
C)x A F1% %A 7

Al

Q) ¢ AT %R 2 & H- hEF (exon) : 672
(840*80%)

(2) NPC2 # #1445 : 3,360 = (4,200%80%)

(3) PC1 MLPA # # /£ 454 » 5 : 3,200 =
(4,000%80%)

(4)NPCL 2 2 # F] 2 A 4 1 © 12,000 =~
(15,000%80%)

52

bR g U BRAWS R L
(Ornithine
deficiency)z. OTC A F] % & 4 47

transcarbamylase

(1) e AT B2 5 H - ¢Hig3 (exon) : 672 ~
(840*80%)

(2) MLPA 4 % /£ 45 3] 4 17 © 3,200 =~
(4,000%80%)
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(3) OTC 2 & F| %A 4 15 © 6,720 =~ (8,400%80%)

(1) = A FI$RE2 5 H - BT (exon) : 672 =

= % % 2 & (Osteogenesis
>3 imperfecta) 2 fL #] _A (840780%)
(2) > A F =R A 47 1 24,000 ~(30,000*80%)
FEEsaAnE 2 ERARM | (1) wATIRE 25 H - HES (exon) 1 672 &
w7 (Persistent hyperinsulinemic (840*80%)
> Hypoglycemia of Infancy (PHHI)z | (2) GLUD1 > A& F] % & 4 #5 : 8,320 ~
GLUD1 # %] % % 4 37 (10,400*80%)
Pfeiffer =< i ig 2 (Pfeiffer | (1) © WA FI%E 25 H - ¢H 4+ (exon) : 672 ~
55 | syndrome)z FGFR2 #4 %% % » (840*80%)
i (2) > A F =/ A 47 1 10,080 ~(12,600*80%)
(1) e R FI¥R 25 H - B (exon) : 672 =
(840*80%)
() 8- A 3lz BFA A7
*f i 57 (Phenylketonuria) 2 2 %] PAH : 8,736 = (10,920*80%)
%0 2 PTS : 4,032 = (5,040%80%)
GCHL1 : 4,032 = (5,040%80%)
QDPR : 4,704 = (5,880*80%)
PCBD1 : 1,344 = (1,680*80%)
W EE Gk ff ok % - 4] (Glycogen | (1) = A FIR R 2 & H - thag (exon) - 672 &
57 | storage disease Type II)2. GAA # (840*80%)
EE-PET (2) 2 & F %A A 47 12,000 = (15,000%80%)
% 5z (Porphyria)
14 : PBG/ALA %8 4 17
58 | 2.%% : Porphyrin HPLC 4 3] 4 % | 2,000 = (2,500*80%)
x E5d Porphobilinogen
deaminase(PBGD) % 1+ 4 47
(1) 2 A 7% R 2 ¥ - %35 (amplicon) : 2,080
(2,600*80%)
(2 8-~ 2 AFEA
EEEFIELFN RS R TR TYPEL : ATP8B1 : 16,800 -~ (21,000*80%)
59 | (Progressive familial intrahepatic TYPE2 : ABCB11 : 17,472 ~(21,840*80%)
cholestasis)z- & F1Z 47 TYPE3 : ABCB4 : 17,472 #(21,840*80%)
TYPE4 : TJP2 : 15,456 ~(19,320*80%)
TYPES : NR1H4 : 6,048 =~ (7,560*80%)
(3) » A F %A : 24,000 = (30,000%80%)
60 | & ¥ = JE (Rett | (1) = =%~ 47 (7% ) 1 1,600 ~

EESHR
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syndrome)MECP2 f F 2% (2,000%80%)
(2) @ R FBA (A 25 52) 1 4,000 ~
(5,000%80%)
(3) MLPA % 47 : 2,400 - (3,000*80%)
(4) A 7% %4+ 1 3,200 ~(4,000%80%)
‘BaB L REE 2 & Ak £ g (Short- | (1) S FI R 2 & H - ¢h g5 (exon) : 672 ~
61 chain acyl-CoA dehydrogenase (840*80%)
deficiency)z. ACADS A F]1 & % 4
4 (2) 2 A F %A A+ 6,400 <(8,000%80%)
e Ao g ()| Q) wAFRELE T A (exon) 1 672 ~
62 | (Sitosterolemia)2. ABCG5 # #]% (840*80%)
2415 (2) 2 ARz A 447 ¢ 8,320 = (10,400*%80%)
e Ao g ()| Q) wAFRELE T g3 (exon) 1 672 <
63 | (Sitosterolemia)z. ABCG8 #4 ¥ % (840*80%)
FoH (2) > &£ 7= A~ 47 : 8,320 = (10,400*80%)
¥ o oo g % a5 g (Spinal | (1) % 4 1,600 &/ 4 (2,000%80%)
64
muscular atrophy) 2. £ #] % (2) SMN A #] %% % T : 5,376 ~(6,720*80%)
TR R ER TR ARE | (1) - arsiop s F) 0 # 4] 1,680 </ 4 (2,100%80%)
65 | (Spinocerebellar ataxias)z. & #]1#
(2) & w3 % ] £ 10,080 &/ 4 (12,600%80%)
s
£ 4] % % 4§ & (Thalassemia
66 . = 4 12,800 7/ * (3,500*80%)
major)Z_ & & 1
Q) e whAFHE 25 H- i3 (exon) : 672 ~
= @ oo (Trimethylaminuria)
J\
67 . (840*80%)
2 FMO3 A F1 % # 4 47
(2) 2 A7 %A 447 ¢ 5,376 < (6,720*80%)
A& WA i g (Tuberous sclerosis)
68 S FI A A 45 1 24,000 *(30,000%80%
2 # F ot
fit v ik #5 fv pF 4% 2 gk (Tyrosine | (1) © " FIR R 2 % 8 - “H &7 (exon) : 672 ~
69 | hydroxylase deficiency) z. £ 7% (840*80%)
B (2) > £ F1 %A A 47 : 8,736 ~(10,920%80%)
= B O# R g i ¥ (Williams
70 2,400 = (3,000*80%)
syndrome)z. 7011.23 z_ 3 F|Z %7
) ) Q) ewAFSRE2 5 H- B3 (exon) : 672 ~
® # & < g (Wilson's disease) 2. &
71 (840*80%)
T et
(2) 2 AR T AL 47 14,112 ~(17,640%80%)
Wiskott- Aldrich = gz i #
72 _ _ 8,000 = (10,000%80%)
(Wiskott-  Aldrich syndrome) 2
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WASP f F1% % 4 4

ZU AT EARhE A AR

Rl

(1) = A FIHE 2 5 8- BT (exon) : 672

Z  J&  (3-Methylcrotonyl-CoA (840*80%)
73
carboxylase deficiency)2. MCCC1
) (2) 2 A F TR A7 112,096 = (15,120*80%)
AFIREA AT
AT eplay ASipigat | (1) wAAFIRB L EH - ¢HEET (exon) 1 672 &
Z & (3-Methylcrotonyl-CoA (840*80%))
74
carboxylase deficiency)2. MCCC2
‘ (2) > F1 %A A 45 ¢ 10,752 = (13,440%80%)
AEVR AT
Bogs RO B ML g | (1) wRATIRELEE - A (exon) 1 672 &
(Homozygous familial (840*80%)
75 | hypercholesterolemia) 2. LDLR - (2) LDLR - APOB ~ PCSK9 ~ LDLRAP-1 ~
APOB ~ PCSK9 ~ LDLRAP-1 ABCG5 - ABCG8 2 F] 2/ 4 17 © 5,360 =~
. ] o N
ABCGS5 - ABCG8 2 # #] % A 4 17 (6.700%80%)
3-x A -3-7 AN - A g (3
Hydroxy-3-methylglutaric
76 y -y Vi ) 6,048 = (7,560*80%)
acidemia)z. HMGCL A F]1%& %4
Ll
Q) ¢ AT L 25 H- tE3F (exon) : 672 ~
7 P& x g (Propionic acidemia) 2 (840*80%)
77
PCCA ~ PCCB # #1 % % » 17 (2) PCCA & PCCB A F] 2 A 4 17 : 12,000 ~
(1,5000%80%)
o AR F 1 1F* 4k o Fatty  acid
oxidation defect)-
78 ) B 3,360 ~(4,200*80%)
P ikt IR A A pE AL L ¥
A2 CPT2 A FIR % 4 15
T dspe § i fE % 3k Fatty  acid
oxidation defect)-
79 - L 12,000 *(1,5000%80%)
BE AR AT A 2 E R L E2
ACADVL # F% %~ 47
(1) e wRAFI¥R 25 H - HEF (exon) : 672 =
(840*80%)
Nz B e % I 3] (Glutaric | (2) B - 4 A2 AF A AT
80 | aciduria type I1)2. ETFA -~ ETFB ~ ETFA : 8,064 =~ (10,080*80%)

ETFDH 7% % 4 4%

ETFB : 4,032 = (5,040%80%)
ETFDH : 8,736 = (10,920%80%)

(3) 2 A F A A4 1 12,000 = (1,5000%80%)
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% -5 -4 #r < j (Charcot-

Rl

(1) e A FI$RE 25 5 - ¢ 53 (exon) : 672

) ) (840*80%)
81 Marie-Tooth disease)z. PMP22
‘ (2) PMP22 # 3 3] (Duplication) 4 45 : 2,400 =~
FIR AT
(3,000*80%)
FEMAR A R S E A SRR | (1) A FIRE 2 F H - A (exon) 1 672 &
- (Familial amyloidotic (840*80%)
polyneuropathy)z. TTR 3 %] % %
” (2) TTR # ¥ % A& 4~ 47 © 2,688 = (3,360*80%)
>
s 53 8 g (Myotonic dystrophy) | DMPK # F](CTG)n € 4§ = #ic 4 47/CNBP £ 7]
83
2. DMPK ~ CNBP # F]% % 2 47 | (CCTG)n £ 4§ = &4 7 : 2,400~ (3,000*80%)
T o oe o2 & op (D ARRRELEE - SRS (exon) 1 672 ~
84 | (Adrenoleukodystrophy)2. ABCD1 (840*80%)
AFRRST (2) ABCD1 # 71 % %~ 45 : 6,720 ~(8,400*80%)
(1) MLPA # Fl4+ 4 4| 3 % 4 45 © 2,400 =
Angelman = jt i ¥ (Angelman (3,000*80%)
85 | syndrome)z. UBE3A 3 R %4 | (2) 2 A FIZ A 4 47 8,736 ~(10,920*80%)
7 RAABEEF D AEFQ) S AFREV LR
i7(2)
(1) ¥ % ¢ 48 15911-13 4+ % (deletion) : 2,400 ~
Prader-willi < & i ¥ (Prader- (3,000*80%%)
86
Willi syndrome) 2. & 713 %7 (2) # 7 H .- 8% (maternal uniparental disomy,
UPD) : 2,000 ~(2,500*80%)
(1) e wAFRRE2 5 H- ¢HE3 (exon) : 672 ~
Dravet j i ¥ (Dravet syndrome) 2. (840*80%)
87
SCN1A A F1 % %~ 47 (2) SCN1A A F]% % 4 47 : 13,600 ~
(17,000%80%)
(1) e A F¥R2 55— ¢4 (exon) : 672 =
(840*80%)
FoEAE UL SRR A o
. . (2) E- #2312 A TR L7
(Amyotrophic lateral sclerosis) z.
88 SODL1 : 3,360 ~(4,200*80%)
SOD1-TARDBP ~ FUS ~ C90RF72
_ TARDBP : 672 = (840*80%)
A FIRE AT
FUS : 672 ~(840*80%)
C90RF72 : 2,400 = (3,000*80%)
17 i@ g i ¥ (Alport syndrome) 2.
89 | COL4A3 ~ COL4A4 ~ COL4AS5 # | 19,200 ~(24,000*80%)
FIR %A AT
3 % N g iE #¥ (Waardenburg
90 19,200 = (24,000*80%)

syndrome) 2. PAX3 - SOX10 -

EESHR
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EDN3-EDNRB -~ MITF~SNAI2 %
FIRF AT
# @ e F -k " (Hereditary

91 | angioedema)z. SERPING1 # F]% | 5,376 = (6,720*80%)
244
o A e 4 % g (Limb-girdle

92 19,200 = (24,000*80%)
muscular dystrophy)z_ & ¥1Z 47
BT A S B R (X

93 linked hypophosphatemic rickets) | 14,784 = (18,480*80%)
2. PHEX £ %1% 8 A 47
CHARGE 3 iz % (CHARGE

94 ) 19,200 ~(24,000*80%)
syndrome)z. CHD7 £ F1% % 4 7

X

LAagged e SLie a2 FARARZFRPBIE P FFFIRIRRTHEZ MR B
P RHARE Y o REEFA SRR BARR RN BRI F
HH o
20PN BTG LA M TR AL BOEE FAARRRBE A HRETF
LApHE2EPFHRE ) FRELGE 5 VBRI RIRST
34 P AP
Q) - kP2 4Aes P REEFHLE52.80%; 7 Mfer #4845 F L R F A4 £%72100%
B LI E # ¥ 7 2z (Achondroplasia)2. FGFR3ZA F] R A 72 4+ #F BLA 47 5 6] > — 4
SRS LG 1,200 ;5 ¢ Modror AR LS 1,500 o

@QFFERTFR ERAVELFFRAEL THGEE F LA BRBWE FH S F
WS AR MO L P - B R AR TR R Y P 280% ¢ Mo r 2
BE AT ERER Y 2100% -
AFRBHER TFAAFFRBET AT A TR RS R LSRR Y R 2
RA W YRR A A W EAY A
51094 127 23 p fF2 AR TI38F LA s = # FR§ $ 600 § A3
(1) % B - *hE 5 (exon)% ¥~ PCR # % % » o 800~ A HS%Frcit £ * 28407 o
(2) $Pesk T2 exon #cP 2 BB X EFHE G H o
() A¥L1 3 18 25 36 A AP+ £ 5 poebB a8 - 83 /o5
H- AL AP REARNALEF Y ARBATAN  SEAERBFLEEHAR
2 2 AFIRA AT .

(4) R Mg YR A S R11Z 1455 ~ 373 NCF4(8 exon) & FIA 47 » & ik £ 3 2 ok 1%
BAATHMBERASLZ BB

(5) ® 27 B 5. DiGeorge's J iz ¥ (DiGeorge's syndrome)2. TBX1 A Fl R %4~ 170 w ik &7
TBX14# 5% » % $£22ql1.2 deletion 4 #7 > E':H“‘J“f °

(6) 437 5L+ @b < g (Kennedy disease)2 £ FIZ 7> 7 € F15 AR AFINBER %0 R 0 &
K

(7) A 563773 T ¥ Rglboop i“.fﬂ'ﬁ:}i(Spinal muscular atrophy, SMA ) 22 SMN 2k F] % 7% % 5 o

(8) 2 655 8.4 s (Porphyria)2. HMBS 3 51% 4 17 » & B $.26 45 » &cpf -

(9) B A 5.585 60+ # 7 2o e fok % =82 %A FEin  COLIAL® COLIA2A > £ A% 5 o
B L BES3IEF 2 rp2 AFRA o

(10) /& 68 ~ 70 5 353k 4 i i ¥ (Rett syndrome)FOXG1 ~ CDKL5 & F]1 % % 4 47 > Rett syndrome
% MeCP2A F1% £ § 5 749 B 4% » 95% Rett syndrome £ % & MeCP2 %] % £ (2 MeCP2
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duplication) » F]t fie & % & A 4 #1% CDKL5 % FOXGIA F|¥Z%B B
6.113#£37 22 A AGTIINF LA 2 BEb FR§ ¥ 735 3%

(1) i 33 4c B 5L81-94 £ 1455 ¥ %3 P % 47-58 J1-42 #f < ji (Charcot-Marie-Tooth disease)2-
PMP22 A F1 R % 2 47 ~ FR 08 # 5 4 1440 o % (Familial amyloidotic polyneuropathy) 2.
TTR A F] % % 4 45 ~ #~p 33 2 Jz (Myotonic dystrophy)z. DMPK ~ CNBP 3k %] % % 4 #7 ~ &
+ ij'\ %o F 4 % i (Adrenoleukodystrophy) 2. ABCDI1# F1 R % 4 17 ~ Angelman % jg i #
(Angelman syndrome)z. UBE3A £ ] % % 4 #7 ~ Prader-willi X jg i ¥ (Prader-Willi syndrome)
2 fh F] #7 ~ Dravet Ji % ¥ (Dravet syndrome)2. SCN1A A FIR 8~ 41 ~ 7R 40X 551 )
% A * JE (Amyotrophic lateral sclerosis)2. SOD1 ~ TARDBP ~ FUS ~ COORF72 £k ] % % 4 47
7 10 X g i ¥ (Alport syndrome) 2. COL4A3 ~ COL4A4 ~ COL4ASH FIR %4 47~ L & o<
Ji 1% ¥ (Waardenburg syndrome) 2. PAX3 ~ SOX10 ~ EDN3 + EDNRB -~ MITF ~ SNAI2 &L 7] %
A4~ B @k § 42k ¥ (Hereditary angioedema)2. SERPING1A F1R % 4 45 ~ 37 45+
4 % Jg (Limb-girdle muscular dystrophy)z. 3k %135 %7 ~ 4558 & ) ghpt B 0 @z (X-linked
hypophosphatemic rickets) 2. PHEX # %] % % 4 47 - CHARGE 3 i ¥ (CHARGE syndrome)
2. CHD7A FIR % A 47 ©

(2 B FE2-7~24~29-33-34~36~38-39-40~50~51-56~57~62~63~76~77~78~
T9~80X21MF LA HHKAED 27 w2 AR LA



