FALARBEP LKA 2 P

(i o & 37 F7 I2)

BB

&% 7B

BB ATE &30
(ZFLABFRBED * A PRI R #8480%3 8

L/ B ST
(Achondroplasia) 2z
AFIRES AT

> R
FGFR3

()45 % 8L 5 1 1,200 7 (1,500%80%)

Q)2 A F 2 A A 45 8,064 (10,080%80%)
*EAERE D REAF(D)FF LAY APIRE T
&7 (2)

¥ % & (Porphyria)2. HMBS

(He wAFRE2+H - 672 ~

(840*80%)

‘t &g % (exon) :

AFIRE S AT

Q)2 A F 2R » 17 © 6,048~ (7,560%80%)

(1)2 s % (deletion)* 38 1,200~ (1,500*80%)

P E %R % ¥ (Alagille
syndrome) 2. 3k F|# 7

Q)2 A Fl1Z A £ +7 1 24,0007 (30,000%80%)
FIELSPERET IR L REEB R A TR L AL
A b= ]% Bx2:EFQ)

(1)4 % BE4 45 1 1,600 = (2,000 = *80%)

& a4 < i (Apert syndrome)
2. FGFR24 F1% % A 17

Q) wAFRR2 & H - 672 ~

(840*80%)

*t &g % (exon) :

5 f % L-dk phsg v 2 L pw
4% Z Jg (Aromatic L-amino
acid decarboxylase
deficiency)z. AADC £ F1%
£ 4

9,600 ~(12,000%80%)

DERR T ERE ¥R 30
J  (Autosomal  recessive
polycystic kidney disease) 2.
- Sl

(e e AFI$B2 & H - D672 ~

(840*80%)

*t kg 3 (exon)

Q)2 A F1ZA & 47 1 24,0007 (30,000 *80%)

3)A % i B ¥r 1 3,200 (4,000%80%)

Bartter = jg iz ¥ (Bartter’s
syndrome)2_ # ¥ %7

(e kX F1 ¥R 25 H - D672~

(840*80%)

*t &g 3 (exon)

()8 - & 32 AP A
Typel:SLC12A1 16,128 = (20,160*80%)
Type2:KCNJ1 2,016 %(2,520%80%)
Type3:CLCNKB 9,408 = (11,760*80%)
Typeda:BSND 2,688 ~(3,360%80%)
Typedb:CLCNKA 9,408 = (11,760%80%)
Type5S:MAGED2 6,048 = (7,560%80%)

B) 2 A FZ A A 47 1 24,0007 (30,000*%80%)

Beckwith Wiedemann = g i
¥ (Beckwith Wiedemann
syndrome) 7k F] % % 4 47

H19 ~ IGF2 ~ CDKNIC # KCNQI& |7 it 4 45 :
2,400 = (3,000%80%)

4 $ % fi* % Z Jz (Biotinidase
deficiency)2. BTD L F] % %
A3

= H - ¢F Bg 3 (exon) : 672~

DR e
(840*80%)

Q)2 A FZ A A 47 1 2,5607(3,200%80%)

10

R M k& 44 Z JE (Carnitine

deficiency syndrome,

(He wAFIRE 25 H - 672 ~

(840*80%)

*t &g 3 (exon) :




. ; B e
%121?)7‘ SLC22ASEFIR | o) & s w12 8 2 45 ¢ 6,400 = (8,000%80%)
(e AR RE 2 & H - ¢ B3 (exon) ! 672~
(840*80%)
B W 7 s p|(DE - AL AFUR AT
(Chronic primary CYBB : 4,032’1(5,040*80%)
11  |granulomatous disease) 2 |[CYBA : 8,736-(10,920%80%)
CYBB ~ CYBA ~ NCFI1 -~ [NCF1 : 7,392+(9,240*80%)
NCF2 ~ NCF4# 7] % % 4 7 [NCF2 : 10,080 (12,600*80%)
NCF4 : 5,376 ~(6,720%80%)
B)2 A FZ A A7 1 24,0007-(30,000 *80%)
RN YR
jp  |(Chronic . PraATYl; 600 < (2,000%80%)
granulomatous disease) Z
H202 production # it 4 #7
AN e oe g % - Al A TFRE 2 FH - hE S (exon) ! 672
13 |(Citrullinemia type I)2. ASS1| (840*80%)
AT R %A Q)2 A F A A+ 1 10,2407 (12,800%80%)
A B oL g % - A1) A TR E 2 F H - ‘A S (exon) D 672
14  |(Citrullinemia type 1II) 2z | (840%80%)
SLC25A13 L F1 R % & 47 Q)2 A F A A7 1 11,5207 (14,400%80%)
& F g F #F v R (D) wAFHBE 25 H - I (exon) I 6727
15 |(Cleidocraninal dysplasia) 2| (840*80%)
RUNX2 & F1 % % 4 47 Q)2 A FZ A A7 15,2007 (6,500%80%)
Cockayne = jJg i #(# ~%]|(1)e % %3] 4 47 2,000 (2,500*80%)
6 XoE O )(Cockayne
syndrome) 2. ERCC8(CSA)|(2) » 2 F1 K 4 7 + 7,600 7 (9,500*%80%)
BA%EA
Cockayne = g i (4 ~F]|(1)2 xR %3] 4 47 2,000~ (2,500*80%)
17 Lo iE )(Cockayne
syndrome) 2. ERCC6 (CSB)|(2) 2 A& F] & 4 47 : 10,800 ~(13,500*80%)
mFIREA AT
(I)e oA FI% B 2 & H - &+ (exon) : 672 =~
(840*80%)
QAR R 2 AFTR
ASL : 11,424+ (14,280%80%)
SRS WE: R ARGI : 5,376 (6,720*%80%)
18 (Congenita] urea cycle SLC25A15: 4,704;‘-*(5,880 *80%)
disorders)z. 8 F1# %7 B)A % R 2. CPS1(z OTC/NAGS)z. > & Fl % B A~
17 : 24,000~ (30,000 *80%)
FRPRPFERET L E 5 RIE ]4 Bxe oA TS L P:E
7(1) 5 2bp2% I“ﬂ‘ 'I}‘t PIAEFQ) S AFREF L
E)
A PFLEHIY ERiG
19 |# (Congenital hyper IgE|8,000-(10,000%80%)
syndrome) 2. STAT3 & F] %




%A1

LA MBLERFY Egxiz

¥ (Congenital hyper IgE _
200 |syndrome)2. DOCK8 7] % [>-000 ™ (10.000780%)
B2 7
(I)e oA 7% B 2 5 H - &+ (exon) : 672~
(840*80%)
Cornelia de Lange = jx iz #|(2)H - » 412 A FI A #47 ¢
) (Cornelia de Lange syndrome)| NIPBL : 30,912+ (38,640*80%)
Zz_ NIPBL ~SMCI1A ~SMC3 y SMCIA : 10,752~ (13,440*80%)
RAD21 £ F] % % 84 47 SMC3 : 17,472 ~(21,840*80%)
RAD21 : 8,736 ~(10,920 *80%)
B)2 A FZ A A7 1 24,0007-(30,000 *80%)
Crouzon = jg i ¥ (Crouzon|(1)® ik F]% £ 2 & H - ¢ & + (exon) @ 672 ~
22 |syndrome) 2. FGFR2zZA F]1%| (840*80%)
%44 (2) > A F1 2B A 47 ¢ 8,064 % (10,080%80%)
£k s & v g (Cystic/(1)® R 3 Fr33: 2,000 % (2,500%80%)
23 |fibrosis)CFTR # 71 % % 2 #%((2) 2 2 F1 25 & 17: 12,000~ (15,000%80%)
DiGeorge iz iF ¥ (DiGeorge
24  |syndrome)2_22q11.2 deletion|2,400 - (3,000*80%)
A3
(1) A4 2 /€45 3/ R %3 A 47 1 2,400 ~
(3,000*80%)
: . . 2)MLPA # 7 4 2% / # 4 4 2 % A 7
o L ( )3,600(4,500*80%)
25 (Duchenne‘ ‘ muscular ()2 2 F1Z A A 47 : 24,000 (30,000%80%)
dystrophy)z_ & 12 %7 K E A B g i = - Y ol ok o e H FV4h 4 HI
BATFEEF D F L REEB RS AT A Pl
F); 2FERBERALEEFQ - AFREFT L E
7 (3)
N I A = *Q()90
Fabry = g (i % 5 < (1)12/8/4-1-9121,_:%*;{ TEJ; ;2?0”(1:590 SOA)). e
26 |z )(Fabry Disease)2. 325 % @)= R FRR 23 B (exon) = 6727
F1K Hw Rl (840780%) ; =
F (3)GLA £ 7| %5 A 17 : 4,480 = (5,600%80%)
Ppinpk g 4 1T 4k in(Fatty|e o A FI R R 2 & H - ‘b BF 3 (exon) 1 672 &
7 acid oxidation defect) ¢ & 3| (840*80%)
;Ez% IR AR o) 3 5w 12,768 %(15,960%80%)
(e wA TP L2 5 H - *E3F (exon) ! 672 =~
(840%80%)
()8 - # 32 AFTA &7
L 7 & @ (Galactosemia) GALKI © 5,376 <(6,720%80%)
B amse GALM : 4,704 = (5,880*80%)
GALT:7,392 = (9,240*80%)
GALE : 7,392 #(9,240%80%)
(3) & & F| %A A 4 ¢ 24,000 = (30,000 *80%)
29 |% 2 X Jg (Gaucher disease)|(1)e i F1% 8 2. & H - ¢ & 5 (exon) : 672 %




2 GBA £ %% %4 17

(840*80%)

()2 K FZ /A A 45 ¢ 7,6807(9,600%80%)

30 N = B RE % - Al(Glutaric * ir:ikofﬂ R T E TR (exom 2 6727
. L g | (840%80%)
aciduria type I)2. 7k F] & %7 (2) > & F %A A 45 ¢ 8,064 % (10,080%80%)
FpERE A la Al(Glycogen|(1) e A F1 % £ 2 & H - ¢t B 3 (exon) : 672~
31 |storage disease type Ia) z| (840*80%)
GO6PC £ F1 % % 4 #7 Q) A FZA A7 1 3,600-(4,500%80%)
B gHT P RR() mAFRRL LT H - S (exon) T 672~
32 |(Hereditary spastic|  (840*80%)
paraplegia)z_ & F]# %7 ()2 A F T A A 45 1 24,000~ (30,000 *80%)
A L Y Ef_(l)b A TR 2 & H - ¢F &S (exon) ¢ 6727
33  |(Homocystinuria) 2. & %] #| (840*80%)
i (2)CBS 2 A F|Z_ A& A4 47 © 11,424 = (14,280%80%)
7 oW O O R
34  |(Huntinglon’s disease, * A\, gy 600274 (2,100%80%)
Huntington's chorea) 2. 7 %]
2
B fr fa B (D) A TR R 2 EFH - ‘A S (exon) ! 6727
35 (Hypophosphatasia)i ALPL| (840*80%)
A F R BT (2)ALPL & ]2 A& 7,040 (8,800%80%)
(1)E - 4+ % (deletion) & B : 3,200~ (4,000%80%)
L. ... |2 IKBKG # F]Z_F : 6,048 (7,560 *80%
36 |) F A HE (Eﬁciftlnent‘agz?aarahfif SIS
pigment) 2 RIIZE () 2y B R
B)A W Z ¥ 1 3,200 (4,000%80%)
2 A g & sz (Isovaleric SR G 2 F & - A S (exon) ¢ 672~
37 acidemia)z_ 7 F]Z ¥ (840780%)
- IVD & Fl 2 & 7,392 7(9,240%80%)
Kabuki s & #¥ (Kabukif(l)e “wA F% L 2 & H - ¢ B 3 (exon) @ 672 ~
38 |syndrome)MLL2# ] % % 4~ | (840*80%)
1 (2) > B F1 A A 45 ¢ 17,600 % (22,000%80%)
ERCEURE AGE: eoF - dedy
P % %57t )(Kennedy disease) _
39 Z Exlﬁ)and tandem repeat(Z- 1,680/ (2,100780%)
% % )2 4TI 8
Lelgh NEEY R TRRR() A FIRRE 25 H - g (exon) T 672~
(Leigh disease)z. T14487C ~| (840*80%)
G14459A ~ TI10158C ~|(2)3 1 =82 & & 47 1 1,600(2,000%*80%)
0 roo1c -+ crr77a
T12706C ~T8993C ~T8993G|(3)5 B =822 & A 45 : 2,400 = (3,000%80%)
FAFIREAAT
Lowe = 5 i # (Lowe|(1)® 4r% #3152 ¢ 2,000 ~(2,500%80%)
3 H
4 Z;Zfﬁme)“ OCRL 2 F1%| ) x A M2 5 13,440 = (16.800%80%)
42 |#HE ke (Maple syrup urine|(1) @ 2k FI % & 2 & H - ¢ &5 5 (exon) @ 672 %~




disease)Z. #k F|3 %7

(840*80%)

()% - A 212 A AR A7
BCKDHA:6,048 ~(7,560%80%)
BCKDHB:6,720 ~(8,400*80%)
DBT:7,392 ~(9,240*80%)
DLD:9,408 (11,760 *80%)

3) 2 A FIZA A7 24,0007 (30,000 *80%
()2 A F LA A1 : (30, )

43

LR N Wi
(Medium-chain acyl-
coenzyme A dehydrogenase
deficiency)z. 2 12 %7

(I)e A 7% B 2 5 H - &+ (exon) : 672~
(840*80%)

(2)ACADM > # F] %A A 47
8,064 = (10,080*80%)

44

POA P - B R
(Methylmalonic acidemia) 2
T

(e 7wk A8 2 55— 8 7 (exon) © 672~
(840*80%)

Q)E - » A2 AF TR A7
MMAA 4,704 = (5,880%80%)
MMAB:6,048 = (7,560%80%)
MMACHC:2,688 = (3,360*80%)
MMADHC:5,376 7 (6,720%80%)
MUT:8,736 = (10,920%80%)

B)2 A FE A & 47 1 24,0007 (30,000 *80%)

45

F 40 48 44 5 (Mitochondrial
defect)z. & + @ if4aps % %
4 iR

1)# 158 1,600 ~ (2,000%80%
(1) ; @, )

(2)57% 8,000 = (10,000%80%)

46

F SR R o 2 A3243G >

G3460A ~A8344G ~T8993G A

T8993C ~
T10191C -~

T10158C -~
CI1777A ~
G11778A ~ TI12706C -~
G13513A ~ Gl14459A -~
T14484C ~ T14487C % & 7]
RELIT

(I)e oA FI% B 2 & H - &+ (exon) : 672 =~
(840*80%)

(231 =82 & A 4% 1,600 % (2,000%80%)

(3)5 1% = B2 & A 4% 1 2,400 % (3,000%80%)

47

F SRR A o 2 RS A T
(mt DNA 4977 bp) # %
(deletion) 4" #7

H - 34 1 6727(840%*80%)

48

P v s A LR
(Multiple carboxylase
deficiency)z. HLCS A %%
24145

()e w A 7R B 2 5 H - &5 (exon) : 672~
(840*80%)

Q)2 AFZ A A +7 1 7,6807~(9,600%80%)

49

HEegamgizEy - A
(Neurofibromatosis type II)2.
NF2 AL %1 % % 4 47

(1)e 4% %A1/ ¢ 2,000 % (2,500%80%)

(2)MLPA 3 2 /€ 45 3] & 45
3,200 = (4,000%80%)

B)2 A FZAE A 47 1 7,2007~(9,000%¥80%)

50

Niemann-Pick = jg > i} %54
o fe A/B A (Niemann-
Pick disease type A/B) 2

SMPD1 £ F] R % » 47

()e wAFIS B 2 &5 H - “h&F (exon) : 672~
(840*80%)

Q)2 A F 2 A~ 17 - 3,840 (4,800%80%)




51

Niemann-Pick =g > i %&p4
a5 4% & C 2l (Niemann-Pick
disease type C)z_ & F1 % % &
17

(e w A TS B2 5 H - “h&F (exon) : 672~
(840*80%)

(2) NPC2 & 71 4 4% :
3,360 = (4,200%80%)

(3)NPC1 MLPA # % /¥ 4 4| » 47
3,200 = (4,000%80%)

(HNPCl2 2> A F1 2 A A 45 ¢
12,000 = (15,000%80%)

52

H A

bR g U PR REAS AR A L
JE (Ornithine
transcarbamylase deficiency)
2. OTC A FZ R & 17

(I)e A 7% B 2 5 H - &+ (exon) : 672~
(840*80%)

(2)MLPA 4 % /¥ 45 & A 45 : 3,200~ (4,000%80%)

(3)OTC 2 & F 2 A A 45 ¢
6,720 = (8,400%80%)

53

= ¥ 7 2 jz (Osteogenesis
imperfecta)z. & F] T_&

(I)e A 7% B 2 5 H - &+ (exon) : 672~
(840*80%)

Q)2 A F1ZA & 47 1 24,0007 (30,000 *80%)

54

FHES DAL L FER A
™ m #E e (Persistent
hyperinsulinemic
Hypoglycemia of Infancy
(PHHI)2. GLUDI & #] % %
s

(e A FI PR 2 X H - L3 (exon) ! 672~
(840*80%)

(2)GLUDI > & 7] %A & 5 : 8,320~ (10,400%80%)

55

Pfeiffer = jg iz ¥ (Pfeiffer
syndrome)z. FGFR2 £ %] %
£ 45

(I)e oA FI% B 2 & H - &+ (exon) : 672 =~
(840*80%)

Q)2 A F 2 A A 47 1 10,0807 (12,600*%80%)

56

F f# & 7 (Phenylketonuria)
2 B

(e A FIHE 25 H - *tE 5 (exon) :
672~ (840*80%)

Q)E - & Al AFRA A
PAH : 8,736 (10,920%80%)
PTS : 4,032 = (5,040%80%)
GCHI : 4,032 % (5,040%80%)
QDPR : 4,704~ (5,880*80%)
PCBDI : 1,344 = (1,680%80%)

57

W R B - 3l
(Glycogen storage disease
Type I)2. GAA A FR %4
Liid

()e w A 7R B 2 5 H - &5 (exon) : 672~
(840*80%)

Q)2 A FZ A L +7 1 12,0007 (15,000%80%)

58

¥ & (Porphyria)

l.ﬁf(jl’i :PBG/ALA z_& ~ #7
2. ki * Porphyrin HPLC 4
315 4

n If Porphobilinogen
deaminase(PBGD) % 1+ 4 7

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

59

BT RIEMEIFRN R
J£ (Progressive intrahepatic
cholestasis)z. 7k F] %7

()e A F% 2 2 ¥ - 3 5 (amplicon) :
2,080-(2,600%80%)

(2)E - ~ 4|2 AFITA ¢




TYPEL:ATPSB1 : 16,800 = (21,000%80%)
TYPE2:ABCBI1 : 17,472 = (21,840%80%)
TYPE3:ABCB4 : 17,472 = (21,840%80%)
TYPE4:TIP2 : 15,456~ (19,320%80%)
TYPES:NR1H4 : 6,048 = (7,560%80%)

(3) 2 A FlE A 24,000~ (30,000%80%)

() X BBA 7 (5IEH F) -
1,600~ (2,000*80%)

60 20 X & (Rett|Q)C wRBELAIT(AT L)
syndrome)MECP2 £ 14 % 4,000~ (5,000%80%)
(3)MLPA A4 #5 : 2,400 ~(3,000%80%)
(4 F1 % %445 13,2007 (4,000%¥80%)
TAE RS E PR L () A TR R 25 H - ¢S (exon) D 672~
(Short-chain acyl-CoA| (840*80%)
61 dehydrogenase deficiency) 2. o B A e _ £ono
ACADS % 7% %4 ¥ Q)2 A F 7R & 47 ¢ 6,400~ (8,000%80%)
2R L CE(EY ) wAFRE 25 H - B (exon) © 6727
62  |(Sitosterolemia)z. ABCG5| (840*80%)
TR %A T Q)2 A F T A A 47 ¢ 8,3207(10,400%80%)
E AMmL B (L B wAFHE 2 5 H - B (exon) : 672~
63  |(Sitosterolemia)z. ABCG8| (840*80%)
TR AT Q) A F TR/ A +7 ¢ 8,3207(10,400%80%)
¥R X &5k (Spinal|(D = 4 ¢ 1,600/ 4 (2,000%80%)
64 |muscular atrophy)z & F]#|(2)SMN £ F] %58 % T_& -
g 5,376 7 (6,720%80%)
PR R TR R|(D)° rRop AT L 311,680/ 4
65  |#(Spinocerebellar ataxias)z_|(2,100*80%)
A FP e (2)A o5 2k 7 1 10,080 %/ £ (12,600%80%)
A {PE JPE SUN e N A 4
66 |(Thalassemia major) 2. & F]|= & 2,800~/ (3,500*80%)
A 4
=" A m R () A FIRRE 2 EH - S (exon) 6727
67  |(Trimethylaminuria)z. FMO3| (840*80%)
AFIREL AT Q)2 AL F T A A H7 1 5,37672(6,720%80%)
WL &5 .
68 S;;gifi g ﬂi gubemus A FZA A 45 24,000 % (30,000%80%)
fo v i org o fv BF 4k £ (D) A TR R 2 & H - ¢ B S (exon) 1 672 %
69  |(Tyrosine hydroxylase|  (840%80%)
deficiency)z. X F1Z %7 (2)> & F %A A+ ¢ 8,736 (10,920%80%)
= B & A g i ¥ (Williams B
70 |syndrome) 2 7q11.23 2. f m|[>4007(3,000%80%)
2t
& F & % g (Wilson's (e fwk 51 % 25 F - 7 H+ (exon) : 6727
/1 disease)Z. #k F|3 %7 (840*803@ ) _
(2) 2 A FZA A 47 1 14,112 72(17,640%80%)
72 |Wiskott- Aldrich = sz i #(8,000~(10,000*80%)




(Wiskott- Aldrich syndrome)
2. WASP A F1 R %4~ 47

73

Zv A EEHFAG
% 4% Z Jg (3-Methylcrotony-

(e oA FIH R 2 &5 5 - &3 (exon) :
6727 (840*80%)

CoA carboxylase deficiency)
2. MCCCI & F1 R % & #7

2) > A FIRA A 47 12,0967 (15,120%80%
Q)2 A F] TR A1 ; (15, )

74

2T AT DRI A
% # Z J& (3-Methylcrotonyl-

(e A FgR 25 5 - HAg+ (exon) :
672~ (840*80%)

CoA carboxylase deficiency)
2. MCCC2 2k F1 % % & #7

Q)2 A F A A 47 1 10,7527+ (13,440*%80%)

75

F T FoRILE AL R
(Homozygous familial
hypercholesterolemia) 2
LDLR ~ APOB ~ PCSK9 -
LDLRAP-1 ~ ABCGS5 -
ABCGS8z 7L F]| Z_R » 17

(D¢ 7wk FI%B 2 53— #87 (exon) © 672~
(840*80%)

(2)LDLR ~ APOB ~ PCSK9 ~ LDLRAP-1 ~ ABCGS5 |
ABCGS82. s F1 2 R & 47 1 5,360 (6,700*80%)

76

3-7 A -3-7 A A - Re g
(3-Hydroxy-3-methylglutaric
acidemia)z. HMGCL £ %1%
£ 4

6,048 ~(7,560*80%)

77

P B = g (Propionic
acidemia)2. PCCA PCCB #
FIR %A A

()2 A FI¥E 25 H - 487 (exon) :
672 % (840*80%)

(2)PCCA 2 PCCB £ F] 2 B ~ 47 :
12,000~ (1,5000*80%)

78

g dkREL it 1T % 4k Ko Fatty
acid oxidation defect)-

P o 17 7 Fle 2k A Bk L
% I A)2. CPT2AFR &AL
Ll

3,360 = (4,200%80%)

79

"piABa 3 1T 3 Fatty
acid oxidation defect)-

oL LA v A2 & Fak £
2 ACADVL A F % %4~
7

12,000~ (1,5000*80%)

80

A= e % 11 3](Glutaric
aciduria type II)2. ETFA -~
ETFB -~ ETFDH %] R % 4
iiid

(e oA F) ¥R 25 ¥ - ¢t &3 (exon) :
672~ (840*80%)

Q)% - ~Al2 & F KA
ETFA:8,064 ~(10,080*80%)
ETFB:4,032 ~(5,040*80%)
ETFDH:8,736~(10,920*80%)

(3) > A FEA A 45 ¢ 12,000~ (1,5000%80%)

81

-5 -8 B N g
(Charcot-Marie-Tooth
disease)z. PMP22 £ F|% %
A4

(e AR R 2 & H - ¢ &3 (exon) : 672~
(840*80%)

(2) PMP22 £ 4§ 3] (Duplication) » 7 : 2,400 ~

(3,000*80%)

82

FIEILR A § B A S

(1) @ A TR 2 5 H - * & F (exon) : 672~




% (Familial amyloidotic
polyneuropathy)z. TTR & %]
il

(840*80%)

(2) TTR & F1 25 & 15 © 2,688 % (3,360%80%)

83

v g 5 ® Jg (Myotonic
dystrophy)z. DMPK - CNBP
B FR AT

DMPK # ¥ (CTG)n ¥ 4f = # A 45 /CNBP # 7]
(CCTG)n ¥ 4 = #icA 17 @ 2,400~ (3,000%80%)

84

TR E G F 4 &R
(Adrenoleukodystrophy) 2.
ABCDI # F1% %4 47

N,

(I)e A 7% B 2 5 H - &+ (exon) : 672~
(840%80%)

(2) ABCD1 4 1% % A 17 : 6,720 % (8,400%80%)

85

Angelman = g iF ¥
(Angelman syndrome) 2
UBE3A A %] R %~ 47

#/(1) MLPA £ 714 2 2| % % 4 17 12,400~ (3,000%80%)

(2) > & FIZA A 47 ¢ 8,736~(10,920%80%)
*AA PR F AR FA() AT RE ¥ L Q)

86

Prader-willi = Jg & %
(Prader-Willi syndrome) 2 7%
F M

(1) < R4 ¢ 8 15q11-13 % % (deletion) : 2,400 =~

(3,000%80%)

(2) # /7 H 3 - %8 5z (maternal uniparental disomy,
UPD) : 2,000~(2,500%80%)

87

Dravet & & % (Dravet
syndrome)z. SCN1A 2 F1%
£ 14

(1) © «wh TP 25 H- A3 (oxon) : 6727
(840*80%)

(2) SCNI1A A F1% %4 7 © 13,600~ (17,000%*80%)

88

FREICE SRR R A R
(Amyotrophic lateral
sclerosis) 2. SODI1  ~
TARDBP~FUS~C90ORF72 #

SEE-REL

(1) ¢ whF¥E 25 H- A (exon) : 6727
(840*80%)

(2) - »4l2 £ 5 %A A1 : SODI : 3,360 ~
(4,200%80%) TARDBP : 672 = (840*80%) FUS :672
< (840*80%)

C9ORF72 : 2,400 = (3,000%80%)

89

& B % g i ¥ (Alport
syndrome) 2. COL4A3 ~
COL4A4~COL4A5 A 7% %
A3

19,200 = (24,000%80%)

90

AF MR N R E
(Waardenburg syndrome) 2.
PAX3 ~ SOX10 ~ EDN3 -
EDNRB ~MITF ~ SNAI2 £ 7]

R% AT

19,200 = (24,000%80%)

91

2 @ s §E kR
(Hereditary angioedema) 2
SERPINGI1 # F]1 % % & 47

5,376 % (6,720%80%)

92

% 4 Al vv 4 % g (Limb-
girdle muscular dystrophy)Z.
P

19,200 = (24,000%80%)

93

P ] A B 0 R
(X-linked hypophosphatemic
rickets) 2. PHEX A #]1% %
A4

14,784 ~(18,480%80%)

94

CHARGE i #(CHARGE
syndrome)2. CHD7 # %]%

19,200 ~(24,000%80%)




%A1

= ol o A 2

1,680*80%

(Severe combined ( 0) . NN . }

immunodeficiency) 2 (2) IL2RG ~ IL7Ro. & F1 R ¥ & 47 : 5376 =~
(6720*80%)

95 |IL2RG - JAK3 ~ IL7Ra _
RAGI - RAG2 - ADA . |() ADA B F% %A 17 : 8064;~(10 080*80%)

ARTEMIS(DCLREIC) i% 7] (4) ARTEI\/”S(DCLRE].C) é r-] Av\ ’]ﬁ’? 9,408 ~
ey (11,760*80%)
(5) JAK3# 7% % A 45 : 16,128 = (20,160*80%)

ﬁgipﬁﬂﬂé’u B

(Bruton’s o s A de - wono
%6 agammaglobulinemia) 2 BTK £ 51X #4147 ¢ 12,096 7(15,120*80%)
BTK A F1R % 4~ 1
EX

LAggesd 8= iyisad 7 ELF}}%’ PR PHFAIRIRBET AN e 2o L1 F N
L H l*“?' FoBEERFASS CRRAAD ﬁ-ﬁﬂ-‘*{f‘r#/“ PR E Rt T ETH A
2R WKL EY LI PPN FHRFALAOEE FAABRBPE AL G TF AR R Ep
FRE L FRILFYF " nHERITREST °
34 B4 & IFP
(1) - 452 2 4 Es 1 5 BB AP D £ 352 80%; ¢ je » 2 AEES b TG BB AP £ 4E2 100% o 1 A BE 1§ 5
T % 2 Jg(Achondroplasia)z. FGFR3ZA FIR A4 172 F F BA 17 5 b — S 2 488 F 1512007 5 7 Mz
» P Es 51,500 o
QF B rFF Y 2RAAEEFFRLEL TEIEE FAABRBBE, RS FRFPERY
AN AF BS PR P - Bk P 2 A Bs 4;35;%:@%&55;# *+ 2_80% > ¢ ,\4‘1,:)\ = 2t B4 fgg;fgsgﬁ%%ﬁ * 7
100% -
4-?’%#&Tﬁf§?§ rz iﬁ)ﬁi?&?ﬁgi%" Py & TR RGO FALSA R R 2R TR
-Vl A 2 EELATY A o
51094127 23p A 4w 13N F LA B2 Ef FHRE 5600 § Rk ¢
(1) % B - # 875 (exon)% ¥ - PCR Hf# # » d 800~ #S%Fseir £ % * 58407 -
(2 %L‘\ﬁ?ﬁ’sf{]i exon #cP 2 MBI X B FH R o
3) mm S3 18 253G APFEIETT 0 BRI E L RN BRR I FE - AT SEEE S H - 4 TR
: /—?Jx BRERLEFF LRBAFTA > SR AFRBEFLEEEAHL 2AFILA A -
(4) JM\ PR Y £ R 11T 1497+ 273 NCF4(8 exon)fh F14 47 » & 3 ¢ s A PR B 2 KAl
BTA L E s o
(5) & 27~ 5. DiGeorge's Ji i ¥ (DiGeorge's syndrome)z. TBX1A F| R #4470 5 &> 27 TBX1#% » 7 &
22q11.2 deletion 4 17 > é’{i“'l‘ﬁ% °
(6) 435 5L+ b < g (Kennedy disease)2. zk FIZ %70 3 € F]1 5 AR A FhBR ¥ ﬁ'},"ﬁ =& T
(7) 563473 T ¥ wppoep £ HpE ( Spinal muscular atrophy, SMA ) 2. SMN £ F| % 7% % T_5 o
(8) /& 65 A 5% F iz (Porphyria)2. HMBS A FI1R %4 17 » 2 B 52E 47 > r{ﬂ‘]f
9) mAEHS8R60=HF 7 2o R T A COLIALIZ COLIA2A F 2 A F 2 A > B EH 5 /553
*H 2 22 AFILA o
(10) m 68 ~ 705 53h 4 < Ji 1% # (Rett syndrome)FOXG1 ~ CDKL5 £ F] % % 4 17 ° Rett syndrome &2 MeCP2 &
F1% R % 7140 B 42 > 95% Rett syndrome %,—'F'f £ MeCP2 4 1% £ (22 MeCP2 duplication) » F|} e & % &
%4 ##1% CDKL52 FOXGl& Flte %7 p -
6.11337 220 A A fI30F LA 2 FH Fk§ 5730 § ik ¢
(1) i 3B 5 4 B 5E81-94 % 1438 %38 P © & -5 FI-# #7 < g (Charcot-Marie-Tooth disease) 2. PMP22 7k #] % %
AT~ ROEMEEGR R S R A 5% % (Familial amyloidotic polyneuropathy)z TTR Z F] % % 4 17 ~ i~p 5
2 % (Myotonic dystrophy)z. DMPK ~ CNBP £ F] % % 4 47~ ¥} ’*le”‘&}ﬁ B 4 % j& (Adrenoleukodystrophy) 2
ABCDI1 4 F]1 % % & 47 ~ Angelman = jJt 1% ¥ (Angelman syndrome)2. UBE3A £ %] % % 4 47 ~ Prader-willi =



Ji 1% #¥ (Prader-Willi syndrome)z. £k %1% %7 ~ Dravet J¢ i ¥ (Dravet syndrome)Z. SCN1A £ F1R %4 47 ~ Fe
EMALE Efeal % A 1 Jz (Amyotrophic lateral sclerosis)z. SODI1 ~ TARDBP ~ FUS ~ COORF72 £ F] & % &
17~ I 6% g % ¥ (Alport syndrome)z. COL4A3 ~ COL4A4 ~ COLAASA FI R A7~ L % R\ pig#
(Waardenburg syndrome)2. PAX3 ~ SOX10 ~ EDN3 ~ EDNRB ~ MITF ~ SNAI2 A F] R %4~ 47 ~ i @ {20 ¢
4 -k ## (Hereditary angioedema) 2. SERPINGI £ ] % % » 7 ~ % 4 4]+ 4 % jz (Limb-girdle muscular
dystrophy)z. #A ¥ %7 ~ {48533 @ 3] Mkt B 0 e (X-linked hypophosphatemic rickets) 2. PHEX 4 1%
% 4 17 ~ CHARGE g iz ¥ (CHARGE syndrome)z. CHD7 & F| % 8 4 7 °

QB BE%2-7-24-29~33-34~36-38-39-40~50~51~56~57~62~63~76~77~78~79~80%21
HELAFRFILD 27 &~ B e

TA13£97 130 GF2 AGTIINF LA p 2 Bb FiR § $755 § ik

(1) i B3 4 B 595 96 £ 278 ¥ % 38 P 1 B 48 & A & # 4+ £ Jx (Severe combined immunodeficiency) 2. IL2RG~
JAK3 ~ IL7Ra ~ RAGI ~ RAG2 ~ ADA ~ ARTEMIS(DCLREIC) 4 F1 % 8 4 47 % % § % < M A& 7 30 o
(Bruton’s agammaglobulinemia)2. BTK £ F] % % 4 47 o

(2) B AE16~ 17226530 F LA FHte®RA D 27 2 B b4 -



