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F Rk

NEELHERA B RE

(Ghsh &% - ER/IT)

1A B

(HRERERRABETAMUMERE  HB80%HE)

® "R F A 2 OE
(Achondroplasia) 2 FGFR3
AR R

(1455855047 1 1,20050(1,500%80%)

Q)2 £ B 2 554 ¢ 8,06455(10,080%80%)
*BEASFEEL AT L REAT()F RSN RBFREF
BEAT(2)

42 % g (Porphyria)Zz. HMBS
KEARE 54

e XA E ExHE— I F(exon) | 6727
(840%80%)

Q& EEHEA 541 ¢ 6,04870(7,560%80%)

FT R & BRE 1% #F (Alagille
syndrome) = A 35 lif

(1) B 404k %k (deletion)5-38 1,200 50(1,500%80%)

Q)& KB = A 54 24,00055(30,000%80%)
TANTRERGEAT C H AR ER LR B R R
#AT(A) 5 FEFEMEE BT

% 18 4% K& (Apert syndrome)
Z FGFR2E B R % 447

(D3 3egE 447 1,6007T(2,0007T*80%)

Q4 AE R ExHE— BT (exon) : 672 5T
(840%80%)

% & ik L-Be BB R R 74 B o
# % J& (Aromatic L-amino

acid decarboxylase
deficiency)z AADC R H &

2 5H

9,6007t(12,000%80%)

HreEEtsEETREE
5  (Autosomal  recessive
polycystic kidney disease)
B E B

(e 4 X EH ¥ Ex 58 — 4585 F(exon) : 672 7T
(840%80%)

(2)2 & B & 5241 © 24,00075(30,000 *80%)

(3) & ATHEAE S I ¢ 3,20070(4,000%80%)

Bartter X JE % #% (Bartter’s
syndrome) £ H 51

DewAERRE2HF — 48 F(exon) : 6727
(840*80%

QE— A ERREFSH :
Typel:SLC12A1 16,128 7(20,160*80%)
Type2:KCNJ1 2,016 7T(2,520%80%)
Type3:CLCNKB 9,408 71.(11,760*80%)
Type4a:BSND 2,688 71.(3,360*80%)
Typedb:CLCNKA 9,4085t.(11,760%80%)
TypeS:MAGED2 6,048 70(7,560%80%)

G)2E R = 544 - 24,00051(30,000%80%)

Beckwith Wiedemann K& 1%
# (Beckwith Wiedemann
syndrome) & B % & 547

H19 -~ IGF2 ~ CDKNIC & KCNQ1 & B 7 &4t 5-47
2,40075(3,000*80%)

4 4 % Bk Z JE (Biotinidase
deficiency)z BTD ¥ K & &
AT

e AHYE2 58—
(840*80%)

$k 88 F (exon) : 672 7T

Q)2 AR & F 54 ¢ 2,56070(3,200%80%)

10

JR 35 M P A R Z_ 7 (Carnitine

deficiency syndrome,

e ERYRA2H5FE — BT (exon) : 672T

(840*80%)




primary)Z SLC2IASHE B %

LA

2o oA oA
()& EK B R F i

: 6,400 75,(8,0004807%)

B M B M N O ORE

A= uZ

ek LB ZE2BE ST (xon) : 6727

(840*80%)

QE— WV LR EF2H -

(Chronic primary|CYBB * 4,03275(5,040%80%)
11 |granulomatous disease) = |CYBA : 8,736s0(10,920%80%)
CYBB ~ CYBA -~ NCF1 - |NCF1 * 7,392 7.(9,240%80%)
NCF2 ~ NCF4 £ R 2 4 4#7 INCF2 © 10,08071(12,600%80%)
NCF4 : 537670(6,720*80%)
(3)& R B & F o4 ¢ 24,00050(30,000 *80%)
BOEMREE®EAFE S
Chronic rimar = A
12 f(grauulomatous disea];;e) -’z 1,6007042,000760%
H202 production s #5417 |
N OB B b oE F — AL HEBEYEXHE - F(exon) t 67274
13 |(Citrullinemia type I)2 ASS1| (840*80%)
HE B Yo Q)2 B 25494 1 10,24071(12,800%80%)
N B B o E £ = BN EABY ExHEE 4T (exon)  6725T
14  |(Citrullinemia type II) | (840%80%)
SLC2SABER RE o4 |(Q2ERZEF 44 ¢ 11,52071(14,400%80%)
HEBEETHFEFVDEOABYEZEFE — 5 F(exon) : 6727
15 . |(Cleidocraninal dysplasia) 2| (840%80%)
RUNX2 B K & 547 ()2 A B X554 ¢ 5,20070(6,500%80%)
Cockayne B {2 #(H BLE|(1) &4 R % A A4 : 2,000 7,(2,500%80%)
16 K & 1% # )(Cockayne
syndrome) 2 ERCC8(CSA)|(2)& & B & & 447 * 7,60071(9,500%80%)
E R RE 54
Cockayne KOEAEZ(FTELE|(1) T4 R %A 4547 ¢ 2,00070(2,500%80%)
. K & 1% #f )(Cockayne
syndrome) 2z ERCC6 (CSB)|(2)2 &£ R & A 447 + 10,8001(13,500%80%)
AR RE S
(e R E % 2258 — 4B (exon) : 6727
(840*80%)
QR R FEZERALH
. ASL @ 11,424 1(14,280*80%)
kAR EIER A MR ARGL : 537670(6,720%80%)
18 |(Congenital urea  cycle] SLC25A15 : 4,7047T(5,880 *80%)
disorders)z A R %1 (3)k4o# £ 2 CPS1(4 OTC/NAGS)Z. 2 £ B & K o
#r ¢ 24,0007(30,000 *80%)
FESMRERET SARENEERCER YRR
(1) 5 FREEBER ABTQ)  REREFH
H#AT(3)
RS R EFEESG EEE
19 |# (Congenital hyper IgE|8,0007T(10,000%80%)

syndrome) 2. STAT3 % B %




o

SRMED EEFEES EER

# (Congenital hyper IgE _
20 | dmmeg)z o cépg & 1 ¢ 5000 7£(10,000°80%)
& oM
M EREE2HFE — BT (exon) - 6727
(840*80%)
Comnelia de Lange Kii{2#8|(Q)E — M AR ZF 44
51 (Cornelia de Lange syndrome)| NIPBL : 30,91251(38,640*80%)
z NIPBL ~SMCI1A ~SMC3 y SMCIA : 10,7527 (13,440*80%)
RAD21A B % % 2547 SMC3 : 17,4727(21,840%80%
RAD21 : 8,73675(10,920 *80%)
B)=A B = F4# ¢ 24,0007(30,000 *80%)
Crouzon K, 1% ##(Crouzon|(1) B4 £ B & £ 2 5 8 — #p 78 F (exon) : 672 5T
22 |syndrome) % FGFR2#ZFH E| (840*80%)
WM ()& E B = B o4 - 8,0647T(10,080%80%)
b3 B K B # Mo g (Cysticl(1)Bo 5 5 7 2,0007(2,500°80%)
fibrosis)CFTR & B E % 4 #7|(2)2 2 B & F 4547 12,00071(15,000%80%)
DiGeorge & 1% # (DiGeorge
24  |syndrome)22ql1.2 deletion|2,400T(3,000%¥80%)
2 H
(De& AR/ ERM/RER 54 2,400 T
(3,000+80%)
& i £ .:(2)MLPA A2 B & %K/ F 8B XEE oM
25 gs”i“’“i e i“iuli 3 3’6;20(435*00?0%)' 24,0007t (30,000%80%
dystrophy) 2 & K 5 i ;ﬁdﬁ%&ﬂﬁ],;bm( i 0
BATEEEIT ZAFERBAECHEARL KR #
(1) 5 FEF MR A LRITQ) - REREFHE
73 '
Al T *QN0
26 |5 )(Fabry Disease) R ¥ i (840*&)%) L AZXHE : T
Bl &R (3)GLA £ & & A 547 : 4,48070(5,600%80%)
BERi B A AbtEAshra(FattyC 4o R B % B2 2 H5 8 — 4} B8 T (exon) @ 672 7T
: o acid oxidation defect) ;] #i&5|  (840*80%)
gi?%i’ﬁ B RB o) 0 8 % 512,768 70(15,960%80%)
e EE S Ex /% — 4B F(exon) : 672 7T
(840%80%)
QE -5 B2 LB E /5
28 ¥ 3F 4 & JE (Galactosemia) GALK1 © 5,376 74(6,720%80%)
z X B i GALM : 4,704 7.(5,880%80%)
GALT:7,392 7(9,240%80%)
GALE - 7,392 71.(9,240%80%)
()2 A B % 5 # © 24,000 70(30,000 *80%)
29 |& & KE (Gaucher disease)|(1) B4k B % B 2 5 8 — 4} 358 F (exon) : 672 7T




z GBA # B R Z 537

(840*80%)

QX REF o * 1,68070(9,600780%

30

sk =Bk o 3§ — B (Glutaric

(DB AR YR 2HE — BT (exon) : 672 1T
(840%80%)

aciduria type I)2 #& B 3% Ef

Q)2EHZ K o4 - 8,06471(10,080*80%)

31

FrEEtifEm la A (Glycogen
storage disease type la) =

e ABRYLEXEE — 5T (exon) : 6727T
(840*30%)

G6PC X BH R & 447

Q) 2HE R ZF 447+ 3,60071(4,500%80%)

32

BEMESE R TSRS
(Hereditary spastic

DB E B Y ExH % — 58 F(exon) : 67271
(840*80%

paraplegia)x_# B &% If

()2 £ B & F 447 ¢ 24,0007(30,000 *30%)

33

® OB B OB A& R
(Homocystinuria) % # B %

DNk ARAZEZHE— 5 FETF(exon) : 67271
(840%80%)

@T

(2)CBS &£ B & F 447 ¢ 11,424 75(14,280%80%)

34

¥ T ¥ K 8§ 5 B
(Huntington’s disease, X #}
Huntington's chorea) 2 #& B

hh
i B

AA T ER,6807T/A(2,100%80%)

35

& & B B BB &
(Hypophosphatasia)2. ALPL
Z BB REoH

e BHEExHE— 485 F(exon) : 67271
(840*80%)

(2)ALPL % B % /& : 7,040 70(8,800%80%)

36

&, % % # s (Incontinentia
pigmenti) # B 25 &y

(1)E —# % (deletion) & ] : 3,20070(4,000%30%)

(2) IKBKG & B & F : 6,0487(7,560 *80%)
CRNTSEGEAT C XA FENBEC AL RHA KRS
(1) 5 9 F AR AL EAT(R)

(3) & AT Bk ¢ 3,20070(4,000%80%)

37

B & B £ & (Isovaleric
acidemia)z # [ 5

S A RAE ExHE— BT (exon) ¢ 672 7T
(840%80%)

IVD £ B % f : 7,39270(9,240%80%)

38

Kabuki & 4% # (Kabuki
syndrome)MLL2 £ B & % 4
viig

e ERBRERZE5E— 4B F(exon) : 672 7L
(840*80%)

()2 £ B 2 F a1 17,60070(22,000%80%)

-

H i KOE (B AL B8 AL
Pl % 45 £ )(Kennedy disease)
% Expand tandem repeat( 3
LRBAR)Z AR SE

1,680 7T/ A(2,100*80%)

40

Leigh KK & 434 g 5 28 % &
(Leigh disease)z T14487C ~
G14459A ~ TI10158C -
T10191C -~ CI11777A ~
T12706C ~T8993C ~T8993G
FERRE oM

DemEiRd x5 8 —
(840*80%)

SN B8 F (exon) : 672 7T

(2)3fB 4 Bk #2547 * 1,6005T(2,000*80%)

(3)51A4BL 2 42 & 47 ¢ 2,40055(3,000%80%)

41

Lowe K & 1% # (Lowe
syndrome)z OCRL # B %

2 4

()B4 RE R £ 1 2,00070(2,500%80%

Q)24 R A 1 13,440 72(16,800%80%)

42

#8048 FiJE (Maple syrup urine

(DB AR Y ExFE— BT (exon) @ 67270




disease)= # K 35 #f

(840*80%)

QBE—H5AZ XA EF -
BCKDHA:6,048 72.(7,560%80%)
BCKDHB:6,720 75,(8,400%80%)
DBT:7,392 75.(9,240%80%)
DLD:9,408 7t,(11,760 *80%)

B)z4H zt}%’\#fr 24,0007t(30,000 *80%)

43

Fab s AF EE £ AR R AR
(Medium-chain acyl-

(DB iR % E245 % — 4 ETF(exon) :
(840*80%)

672 7t

coenzyme A dehydrogenase
deficiency)z # B 3§

(2)ACADM &£ B & F 547 -
8,064 70.(10,080%80%)

44

Fa2a=8 4z
(Methylmalonic acidemia) 2
2B

e tRER2HE—
(840*80%)

$ B8 F (exon) :

672 7T

RQE— SRz ERE/FTH -
MMAA:4,704 7%.(5,880%80%)
MMAB:6,048 75.(7,560%80%)
MMACHC:2,688 7¢.(3,360%*80%)
MMADHC:5,376 7.(6,720*80%)
MUT:8,7367(10,920*80%)

()2 A E % F o © 24,00075(30,000 *80%)

45

e 4% &8 #: Fs Mitochondrial

(1)&1581,6007T(2,000%80%)

defect) 2 & T3 4282 577
MEAR R

(2)5388,00055(10,000%80%)

46

K 428 & R X A3243G -
G3460A ~A8344G ~T8993G -

(e 4 i
(840%80%)

B 4% % 2 4 % — 5827 (exon) :

672 .

T8993C ~ TI0158C ~
T10191C ~ CI11777A -
GI1778A ~ TI12706C -~

(2)348 4 2 205547+ 1,60070(2,000%80%)

GI13513A ~ G14459A
T14484C ~ T14487C £ # K

R U

’

(3)51a 4 2 fa. & 547 * 2,40070(3,000%80%)

47

RMAEERZIREBER
(mt DNA 4977 bp) & %
(deletlon) S

B gk 1 67275(840%80%)

48

2 B M Ity & 2R
(Multiple carboxylase

(I)Ea%u,;}_ B & E-i}_ &
(840*80%)

— %} Bf ¥ (exon) :

672 7T

deficiency)z HLCS AR %
B o

()2 £ B % 54 ¢ 7,68075(9,600%80%)

49

(1) Eko 2 9 21 2£ 23 © 2,00070(2,500%80%)

G TR R
(Neurofibromatosis type 1)
NF24 B 2 4 547

(2)MLPA %2 % /&3 A 547 -
3,200 72.(4,000%80%)

(3)2 & B & B 44 © 7,20072(9,000%80%)

50

Niemann-Pick KJE » S48k
Refé#E A/B A (Niemann-

MHewi
(840*80%)

BERZHE— BT (exon) -

672 7T

Pick disease type A/B) =

()2 £ B & F49# ¢ 3,84070(4,800%80%)

SMPD14& B % & 4547




(D4 kA EExEE 575 F(exon) | 6727
(840*80%)
Niemann-Pick K& » 354675|(2) NPC2AE 447 -
51 Bs k44 & C A (Niemann-Pick| 3,36070(4,200%80%)
disease type C)z £ H % % 4-|(3)NPCI MLPA #k %k /& 35 &l 547 ¢
#H 3,2007t(4,000%80%)
(4NPClz &£ B &5 45¥7 -
12,00077;(15 000*80%
BRE A TELA N BES (l)éﬁgg EETAF =Rk o) " o
< f&nsoarbam lase d(ecf)"llg?;n; (MLPA 4 5% /E 3 2 441+ 3,20071(4,000*80%)
(&
= OTC ﬁz:}tf? i PN(3)0TC 2 B & F 547 -
6,72070(8,400%80%)
53fﬁﬁﬁ%ﬁ@mmmmméﬁgﬁm%iﬂﬁ’%ﬁ%@m%ﬁnm
imperfect@) L ABIRS [ W Fardr ¢ 24,00070(30,000 *80%)
BEOHSGABEEEES (N A R Y B2 5% — 488 F(exon) : 6727
s AR & #E JE (Persistent|  (840%80%)
hyperinsulinemic
>4 Hypoglycemia of Infancy o 8 o i y
(PHED 2. GLUDL % & % 5 | GLUDI 2 BB & 441 © 8,3207(10,400%80%)
it
Pfeiffer K J£ 1% #f (Pfeiffer|(1) 4o A B ¥ B2 5 8 — 42 F (exon) : 672 T
55 |syndrome) FGFR2Z B %| (840*80%)
W Q)2 E B & F 54 10,08071(12,600%80%)
(HesEE% 2258 — 4 ETF(exon) :
672 71(840%80%)
QE— R 2 KB 0¥ -
55 ¥ & F 7 (Phenylketonuria)l PAH : 8,73675.(10,920%80%)
Z A H3I PTS : 4,032 71(5,040%80%)
GCHI : 4,032 72.(5,040%80%)
QDPR : 4,704 72.(5,880%80%)
PCBDI : 1,344 ;t(1,680%80%)
e s s E 5 = (Ve LB ¥R 255 — 484 F(exon) : 6727T
(Glycogen storage disease| (840%80%)
7 IMype Mz GAA £EE %4 )
o )£ R E B 44 * 12,00070(15,000%80%)
% " £ (Porphyria)
1.3% ‘PBG/ALA % & = 5
58 ;ﬁi\’i' Porphyrin HPLC 575 100 70.(2,500+80%)
M EE Porphobilinogen
deaminase(PBGD)7& & \?Fﬁ
EATHZBEMEANEAFE (Ve LR E E 2§~ F(amplicon)
59 |#£ (Progressive intrahepatic 2,08070(2,600%80%)

cholestasis)z # B 3% K

QE—H Az EREA -




TYPEL:ATP8BI : 16,80050(21,000%80%)
TYPE2:ABCBII : 17,472 70(21,840%80%)
TYPE3:ABCB4 : 17,472 71.(21,840%80%)
TYPE4:TIP2 : 15,456 7t(19,320*80%)
TYPES5:NR1H4 © 6,048 70(7,560%80%)

B)2AEE A : 24,00071(30,000%80%)

60

(DB REEEHI(FEHRE) -
1,60075.(2,000%80%)

T F K 2 (Rett
syndrome)MECP2 & [ 1454

QB i RGN (EATHR)

4,00075,(5,000%80%)

(3)MLPA 447 : 2,400 75,(3,000%*80%)

(A B RE 54 + 3,20070(4,000%80%)

61

sEiR e R B X A Eg S 2 R
(Short-chain acyl-CoA

(D ERER2HE — B -F(exon) @ 6727T
(840%80%)

dehydrogenase deficiency) %
ACADS B R & ¥

Q)2 A B EF 5 6,40070(8,000%80%)

62

T OB B fhoE (M)
(Sitosterolemia)z ABCG5#:

e AR ERExE 38— 43 F(exon) ! 672 7T
(840*80%)

B 5% 3 54

@& A B EF5H * 8,32076(10,400%80%)

63

g Bl Ef b oE (AW HE)
(Sitosterolemia)z ABCG8#:

e AR EE2HE — 4085 F(exon) : 6727L
(840*80%)

B Rt

2Q)2A R 2 /o - 8,32050(10,400%80%)

64

A5 P AL A % 43 JE (Spinal

(DA * 1,60070/A(2,000%80%)

muscular atrophy) 2 % H 35
B

(QSMN £H EHE 7 °
5,376 71(6,720*80%)

65

FBE B RACTE R A
%% (Spinocerebellar ataxias).

(1) Bkt & B © 541,68070/A
(2,100%80%)

7‘%—‘:}?:&“

Q)& %z m AR 10,0800/ A(12,600%80%)

66

g A B F K A A
(Thalassemia major) Z &£ B

il

BA 2,800 78/ A(3,500%80%)

67

= ¥ £ B R E
(Trimethylaminuria)Z FMO3
S ET

et RYEzH8 —
(840*80%)

4h B8 -F (exon) : 672 T

Q2R B EF 2 5,37670(6,720%80%)

68

& & M 2 4L £ (Tuberous
sclerosis)Z L FH 56

KB Z K547 ¢ 24,0005(30,000%80%)

69

B& Bk Bk F2 AL BR AR 2 R
(Tyrosine hydroxylase
deficiency)= & B 3

e EAREE2H5F — 8 F(exon) : 6727T
(840*80%)

()2 R B = F5# ¢ 8,73671(10,920%80%)

70

R H K E 4% ## (Williams
syndrome) 2 7q11.23 2 % &

A
w2 B

2,400 7,(3,000%80%)

71

m, B & I & (Wilson's
disease)x & H 35

Do sxFEZBE ExHF — ShEEF(exon) ! 6727
(840%80%)
Q)2 £ B ZF o 1 14,112570(17,640%80%)

72

Wiskott- Aldrich K, 7% 1% #%

8,00070(10,000%80%)




{(Wiskott- Aldrich syndrome)

z WASP B X% 547

73

Z VA E TS A BB
% # % JE (3-Methylerotony-
CoA carboxylase deficiency)
Z MCCC1E B R & 54

et REE2EE— A F(exon) -
672 70(840%80%

()2 E B EF o4 0 12,09670(15,120%80%)

74

S FRESEHE A AL
% % % 3F (3-Methylerotonyl-
CoA carboxylase deficiency)
z MCCC2E& B K& 44

(e kLB E2HE— 4 EF(exon)
672 70(840%80%)

()2 E R & F 44 ¢ 10,752570(13,440%80%)

75

Bl &-F F M 3 BE B BF S
(Homozygous familial
hypercholesterolemia) Z
LDLR -~ APOB ~ PCSK9 -~

LDLRAP-1 ~ ABCG5 -

ABCG8z # B & /& 5-#F

DexEHEREXHEFE— T (exon)
(840%80%)

672 ¢

(2)LDLR ~ APOB + PCSK9 ~ LDLRAP-1 ~ ABCGS
ABCG8Z & B & /o #f * 5,3607T(6,700%80%)

76

- AE3-F R KRB LR
(3-Hydroxy-3-methylglutaric
acidemia)z HMGCL % B %
2

6,048 71.(7,560*80%)

77

A B & £ (Propionic
acidemia)Z PCCA PCCB £
RE 5

(B X EARE 58— TF(exon) :
672 7%.(840%80%)

(2)PCCA % PCCB & B &/ H#f
12,000 7(1,5000*80%)

78

HE W B A AbAF A k& ( Fatty
acid oxidation defect)-

A AR A R R SRR 2
% 11 &z CPT2RE X% 4
il

3,360 70,(4,200%80%)

79

B& B B% A 1bAF A & s ( Fatty
acid oxidation defect)-

M RARERINER A £ D BRER 2
EZ ACADVL £ H E 44
#

12,00070(1,5000%80%)

80

5% =Bk % I A (Glutaric
aciduria type II)= ETFA -~
ETFB ~ ETFDH £ R & % &
H

DesARERE2HF— 58 F(exon) :
672 7(840*80%)

QE—AM2 KR ZHFHH
ETFA:8,064 72.(10,080*80%)
ETFB:4,032 75,(5,040%80%)
ETFDH:8,73670.(10,920%80%)

()2 HE B & F 54 1 12,00074(1,5000%80%)

81

EHA-5F-2 I KE
(Charcot-Marie-Tooth
disease)z PMP22 EH ®#

ST

e AR % RE2HFE — 43T (exon)
(840*80%)

67271

(2) PMP22 & 3 A (Duplication) 4 #7
(3,000%80%)

- 2,400 T

82

R S NN ER

(1) B4R Y E2HE— BT (exon)

672 n




#  (Familial  amyloidotic
polyneuropathy)z TTR # B

L i

(840%80%)

(2) TTR & B % 5 54 © 2,68870(3,360%80%)

83

L A % #H & (Myotonic
dystrophy)z DMPK ~ CNBP
AR R H

DMPK #H (CTG)n ik %4 /CNBP %M
(CCTG)n R ENH * 2,4007(3,000%80%)

84

BFERKE T XAHR
(Adrenoleukodystrophy) =
ABCDI1 B R & 447

(e EREEXHE BT (exon) : 672L
(840*80%)

(2) ABCD1& H % % 44 * 6,72075(8,400%80%)

85

Angelman K, JE 1& B
(Angelman  syndrome) =
UBE3A £ B R & o7

(1) MLPA # B &k % & % 8 54 :2,40070(3,000%80%)

(2) &£ R EF 54 ¢ 8,73671(10,920%80%)
PEBASTERGEAT AT RBREFAEETQ)

86

Prader-willi K & 1{& #F
(Prader-Willi syndrome)z %
& 35 it

(1) ik # & #8 15q11-13 #= %k (deletion) : 2,400 7T
(3,000%80%)

(2) &R B ¥ — 4% & (maternal uniparental disomy,
UPD) - 2,00070(2,500%80%)

87

Dravet £ {% #F (Dravet
syndrome) SCN1A EEHE

% 5ri

() SRR E R H B — 088 F(exon) : 6727
(840*80%)

(2) SCNIA E B % 4 447 © 13,6007T(17,000%80%)

88

FHRMEN Z Gt R RACE
(Amyotrophic lateral
sclerosis) = SODI1  ~
TARDBP~FUS~C90RF72 #

B R 5t

(1) e EARAERE2HE — 4B F(exon) : 6727T
(840%80%)

2 B—» Mz AEE A4 : SODI : 336071
(4,200%80%) TARDBP :67271(840%80%) FUS :672
70 (840%80%)

C90RF72 : 2,4007T(3,000%80%

89

48 K GE 1% #F (Alport
syndrome) = COL4A3
COL4A4~COL4AS (7 & 4
it

" 119,200 76.(24,000%80%)

90

ROE M B K E & #F
(Waardenburg syndrome)
PAX3 ~ SOX10 ~ EDN3 -
EDNRB ~ MITF -~ SNAI2 3 B

RO

19,200 76,(24,000%80%)

91

HE AN A T B KE
(Hereditary angioedema)
SERPING1 £ R % % 547

5,376 71(6,720*80%)

92

B A AL & & & (Limb-
girdle muscular dystrophy)
AR

19,20075(24,000%80%)

93

b A A R ek R B A R

(X-linked hypophosphatemic
rickets) = PHEX X HE R @
it

14,784 70(18,480%80%)

94

CHARGE 3 1% #£(CHARGE

syndrome)z CHD7 £ A

19,20070.(24,000%80%)




AL ~ ] HE OE & & 2 Jg 4 7
,ﬁié?;%ﬁ%aﬁié%iﬁ(l) RAGL ~ RAGZ A B R 4 o 1 ¢ 1,344 &

1,680%80%
(Severe combined {, 5 e ]
immunodeficiency) 2,(2) [L2RG ~ IL7Ra # B R % 4 # @ 5376 %

95 |IL2RG ~ JAK3 ~ IL7Ra » (6720%80%)

RAGL - RAGY - ADA - |(3) ADA HB %% 44 © 8,0647(10,030%30%)
ARTEMIS(DCLREIC) & 5|4 ARTEMIS(DCLREIC) % Bl R % 44t © 9,408 7t
Sk (11,760%80%)

(5) JAK3HE E W 4¥ ¢ 16,12875(20,160%80%)

HEHERARLAHE T AT

~ |(Bruton’s Y _ oMy
96 agammaglobulinemia) Z BTR &8 R 547 + 12,09670(15,120%80%)
BTK A B % & 4

gk :
LAMBPHFEMBL L AL FRARIERMR PHES TR EBMR T AAMEEF G T R EETHHE

ZHFBMPH  HBEFEFX  RREE B TR IUTIL > B R BT

DAMB TR BB TR ES LM AR S UGHRRAFAESERNSG RESE T RAESR RN

T FHBRFAEM > nEWESHBREY -

3AHBY £ R ¢

() —fp2Hop ERAETSHEATE280%: PARUAP Y LRERSHEILIEZ100%  SLFIR1KF &
F R &k (Achondroplasia)z FGFR3A B R ¥ 547 X F IR B 44 B — A P aliBh LR A1.200T 5 PRI
AP R ALS00T -

QEREHRAFAEEARARMESES AR TUEEAT AEBBRME ) A AL S 0RERT
BFHER LR B — P XM ABRAET R T A ZR0%  PREAPZHMEFETREREAX
100%

ARBRBER " FAERERRUGRAMYME ) R TRARMER pRAE F AME ) 2RT ) #15E

— B RFEHETE

50094124238 HARAFFRERARNFREFORTUAR

(D) HE—4EET(xon)RE—PCR A& R » G800 0HEME%ITe/r ¥ B A 58407 -

Q) ABERZ exon B ARBITERSEHTA o

()AL ~3-1825 36N MEEEAT > R LZAFERMBERNBTE AT /FES/E-5£R4
5o FFERBEERMAETERAFERSN  BRRDTAZTHLETEERI AR ZF A -

(4) BEMEEA T ERESBIIE145E ~ 3734 NCF48 cxon) R B 44 » ERAFT Lo AR BERERA RS
ESB=%R -

(5) B27 K% DiGeoree's % 4% 2#(DiGeorge's syndrome)z TBX 1 B % & H47 B AT4& /) #47 TBX 145 0 $4%
22q11.2 deletion -4 » ERIE -

(6) B33 H 8 K JE (Kennedy disease)Z £ EH 7 » R4 EH & AR A B ey 25 R M aus » Wik

(7 F5e6383% T 351 Au A $45% (Spinal muscular atrophy, SMA) = SMN £ H ZHBE £ F ;-

(8) J&.65% 3% % 1 (Porphyria)z. HMBS & B 8 447 » S/FH2F 30 » &M -

O) RAFHRSBECOR TR E Lo B R 22 % Fakl - COLIALS COLIAZR B 2R B & A > 44 B 5353
REREEZERARE -

(10) .68 ~ 705338 45 K & 1% Z£(Rett syndrome)FOXG1 ~ CDKLS & B 3 % 447 » Rett syndrome $2 MeCP2 &
B % E 434 0 95% Rett syndrome &2 B MeCP2# A 4 £ (3 MeCP2 duplication) » B b4 E &
ﬁﬁiﬁﬁ&ﬂl‘% CDKL5Z FOXGI £ Hix5EA8 °

6.113F3A22 8 A RBAFFRERREMFRTEDBREERR

(1) #3838 o F3E81-94 2 1438 #5078 B © & #7- 5 F|-+- 47 K (Charcot-Marie-Tooth disease) 2 PMP22 & B 3 #
A~ BT R % S M AP 42 5% 4 (Familial amyloidotic polyneuropathy)Z TTR 3 B £ % 44 ~ LK 5
H J& (Myotonic dystrophy)2 DMPK ~ CNBP £ & % & 447 - B LA & § %% (Adrenoleukodystrophy) 2
ABCDI £ B £ & 454 ~ Angelman K £ 1% ﬁ%(Angehnah syndrome)z UBE3A # E £ & 547 ~ Prader-willi &,



JE 4% £ (Prader-Willi syndrome) 2 # B :5 W7 ~ Dravet 3£ 4% ##(Dravet syndrome)z SCNIA £ B E & 54 - #
ek L3 45 {a] & 58 1L (Amyotrophic lateral sclerosis)Z SOD1 ~ TARDBP ~ FUS ~ COORF72# B & ¥ 4
A ~ 348 KR 1% #F(Alport syndrome)2 COL4A3 ~ COL4AA4 ~ COLAAS 3 B 2 8 4547 ~ B BG4 KIE £ 2F
(Waardenburg syndrome)2 PAX3 ~ SOX10 ~ EDN3 ~ EDNRB - MITF ~ SNAI2 & B % 8 454 ~ {3 b %
4 7K fE (Hereditary angioedema) 2 SERPINGI # B % % & # ~ 8% % A B & % J& (Limb-girdle muscular
dystrophy) 2 3 B 35 87 ~ bk 5§42 1) 1K 5% 5% B 44 48 & (X-linked hypophosphatemic rickets) = PHEX %R %
% # ~ CHARGE 3£ 1% 82(CHARGE syndrome) % CHD7# B % % 447 -

(D EFEE2-7-24-29-33-34-36+38-39-40~50~51~56~57~62~63~76~77~78~79 80421
BEFRERGREEZ PRI ERELME -

TUB3FIOR BB HARHRFRERAZWERGTETSRGUARN

(1) BB 3 o FHEIS 06 R 2B 155578 B | B T35 & % 9% 42 % JE (Severe combined immunodeficiency) 2 IL2RG~
JAK3 ~ IL7Ra ~ RAG1 ~ RAG2 ~ ADA ~ ARTEMIS(DCLREIC) & B % 3 24 B AT & 48 K A& %05 HUE & s
(Bruton’s agammaglobulinemia)z BTK £ B % % 2547 o

Q) BEFIELI6~ 1TR26A3AF R ERMMBE I PERLHM -






