EREWENESREHEE KB

cPEEREI0T2 60 10 G @3 ¥ 107040126254 5 # 3

BRAE AR
FFk fREREH (RFLAFFRBEL A PEIL
Z_o A B4 80%:E )
RS 5 R 4E (Achondroplasia) 22 . N
1 FGFR3ELJRZES S 1,2005T (1,500*80% )

SRR R ERE (Acute intermittent

(1) BEE—4pMF (exon) : 64077 (800*80% )

2 porphyria) 2 HMBSEL[RZEE 774 (2) 2ENE 75747 : 8,9607T (11,200%80% )
(1) BE4Etse (deletion) £F151,20077
(1,500*%809% )
3 Perfi HECEEEE (Alagille syndrome) 7| (2) BE—43 U7 FRE F43#T ¢+ HPH12,000
RRZE T (15,000%80% )
(3) 2FREF77H7+ 25,2007T (31,500%80
%)
4 (O ECRE (Apert syndrome ) ZFGFR2| (1) #F=5%E5747 © 1,6005T (2,00057*80% )
A7t (2) E—4+ (exon) : 6407¢ (800*80% )
75 o LR R IR AR T R B =
5 | (Aromatic L-amino acid decarboxylase |9,6007 (12,000%80% )
deficiency ) 2 AADCEL[RZEEE 3T
B S e 152 W S7, B A BB i A
6 %Xu%f%&éﬁ;i%eiﬁf\yﬁic Kidney (1) E—JI-F (exon) : 6407t (800809 )
ity — *QN0,
(1) BE—4%p+ (exon) : 6407 (800*80% )
7 |Bartter’s syndrome_” EL[RIz2Er (2) 2ERNERHT - 24,0005 (30,000*%80
%)
2 : o
Beckwith WiedemanntX i {EEE ( Beckwith (1) KCNQUERFELEE ST * 4,80070
8 |Wiedemann syndrome ) KCNQ1 -~ H19%: (6,000780% )
g =1 (2) HIOBRFAE(LAZRESHT : 4,8007T
A= (6,000%809% )
9 AYIZEREEL = E (Biotinidase deficiency )| (1) Bi—#MF (exon) : 6407C (800*80% )

7 BTDELRZE 8 53 H7

(2) =FANER731T © 2,5607T (3,200%80% )




JE &M AR = fE ( Carnitine deficiency

(1) BE—4pF (exon) : 640757 (800*80% )

syndrome, primar SLC22ALE Rz o _
B ;:J(?Fﬁ i = RS (2) 2ERER 73T+ 6,4007T (8,000%80% )
JR & MEIE MR ZFREPE (Chronic primary
11 |granulomatous disease )2 CYBAXL[AZ2€%£(7,2007T (9,000%80% )
53
JR MMM R 2 fEYE (Chronic primary
12 |granulomatous disease ) 2 CYBBZXEL[RZe%#|7,2007 (9,000*80% )
g3
JR & MEIE MR ZFREYPE (Chronic primary
13 |granulomatous disease ) -~ NCF1EL[A|Z€%£(7,2007T (9,000%80% )
53
JR &g MR ZFREYPE (Chronic primary
14 |granulomatous disease ) -~ NCF2EL[R|Z€4(7,2007T (9,000%80% )
g3
JREE Mg ERZFREPE (Chronic primary
15 |granulomatous disease )~ H202 production|1,6007T (2,000*80% )
hRE AT
16 JIERE ESS — ( Citrullinemia type 1)| (1) BE—#MF (exon) : 6407C (800%80% )
Z ASSLELRIZE & 71 Mt (2)&EHNE o3+ 10,24071.(12,800*80% )
17 JIE R e e — %4 ( Citrullinemia type 11)] (1) BE—4MF (exon) : 64075T (800%80% )
Z SLC25A13ERIZEE it (2)&ANE R 73H7+ 11,5207T.( 14,400%80% )
18 HHE B E % E R (Cleidocraninal (1) BE—RhZes 5347 + 1,600t (2,000%80% )
dysplasia) 2 RUNX2EL[RIZE8 5347 (2) &HARERF 7+ 5,2007T (6,500%80% )
19 Cockayne[GiE(#EE ( Cockayne syndrome )| (1) ELF1ZEEAU 5347 1 2,0007T (2,500%80% )
ZERCC8 (CSA) ARz 1 (2) &=FERERF 347+ 7,6007T (9,500%80% )
20 Cockayne[iE(#EE ( Cockayne syndrome )| (1) ELF1ZEEAY 5347 1 2,0007T (2,500%80% )
Z ERCC6 (CSB) XE:HzZe8&T (2)&ENE 73 H7 10,8007t 13,500*80% )
V477 % (AR IRE (Congenital | B
gp |[EARTEREEECHIRGE (Congenital o, o oy - 64057 (800%80%)

urea cycle disorders ) 7 FZ:KzZE




Je KM e R E H EAE(REE

22 | (Congenital hyper IgE syndrome ) 7,2007T (9,000*%80% )
STATSIERZERE 57 7
SR M E RE B E O EMEER
23 | (Congenital hyper IgE syndrome ) 7 7,2005T (9,000*80% )
DOCKB8ELA 25 73 #it
Cornelia de Langef& fiE{EEE (Cornelia de
24 |Lange syndrome) ZNIPBL - SMC1A ~ {32,0005C (40,0007*80% )
SMC3 - RAD21EL[RZE B8/ M7
Crouzon[GJEEEE (Crouzon syndrome) | ) _ *aN0
25 ~ FGFR2EAZESE A7 BE—4MF (exon) : 6407 (800*80% )
I [=—4 AN . —
FURURLE (L ( Cystic fibrosis) CFTR|* 2B RUE oI HT: 12,0007
26 BRIz 3 A7 (15,000*80% )
=7 ELAIZE 8 RIS 2,0007T (2,500%80% )
DiGeorge'sfiE £+ ( DiGeorge's syndrome ) _ a0
27 > TBXLELRZES 5 7,2005T (9,000*80% )
DiGeorge'sfiE £+ ( DiGeorge's syndrome ) _ AN
28 ~220911.2 deletion 4347 3:4807C (4,350%80%)
(1) EFIERGR I B R AL IZE 8 R 73 H7 - 2,400
7¢ (3,000%809% )
o [PFERALAZARIE (Duchenne muscular | (2) ARAISEEER: 2 ILRIHT : 6,4007T
dystrophy ) ~ E K2k (18,000*80% )
(3) &EREF531: 36,0007/ EH
(45,000*%809% )
(1) IVS4+919fi7 BE{=H = 1,2007T
30 EATHE (Fabry Disease ) 2 FHEAGIRE (1,500*80% )
T oAl (2) E—4+ (exon) : 6407¢ (800*80% )
(3)GLAEAE 717 - 4,480751(5,600*80% )
RERGIE A CIE Gk (Fatty acid
31 |oxidation defect) AlinstE S Z=G= iR B —9MF (exon) : 64077 (800*80% )
— R R i
32 |*FFLMEME (Galactosemia) 2 ELRE2ER B—4M1 (exon) : 6407T (800*80% )
23 SHBEIE (Gaucher's disease ) 2 GBAE: | (1) EE—4MF (exon) : 6405 (800*80% )
RIZEE T3 (2) &RHAERF53HT - 7,6807T (9,600*80% )
S ———— —
34 T P& PR IESE—2Y ( Glutaric aciduria type B4 (exon) : 6407C (800%80% )

1) ZENZE




Al EEfEE1af! (Glycogen storage

(1) BEE—HBEzes @ 16007 (2,000%80% )

35 disease type la) 7 G6PCE:RZEEE 3T | (2) £FEERERSTHT + 3,6007T (4,500%80% )
EEMEEE MR (Hereditary spastic |, .. :  aAn— *an0
36 varaplegia) > HLPRSHT BE—EM-1 (amplicon) : 6407 (800*809% )
= Dz 7z N H H
37 S&g};ﬂi@&mﬁ (Homocystinuria) 2l 41+ (exon) : 6405 (800%80%)
28 S THESERE (Huntington’s disease ) 7 |5 A 71,6005/ A (2,000%809% )
HRZE
Kb FERSE (Hypophosphatasia) . a0
39 ALPL > ELIRZESE 534 7,0405T (8,800*%80% )
(1) BEE—&r4e (deletion) {EH] @ 8007T
s e ) (1,000*809% )
10 Ei;ﬁ (Incontinentia Pigmenti ) (2) B4 81> ELPER ¢ 800070
AR (10,000%809% )
(3) EnZE#EZ - 3,2005T (4,000%80% )
B
1 ;A)jz@zmr‘(lsovalenc acidemia) Z F[H]| . B4 (exon) : 64077 (800%80% )
(1) EaEEZEsE © 1,6007T (2,000%809% )
n/—r
4 n)\ﬁﬁgﬁﬁi(mbukl syndrome ) MLL2 (2) 45T+ 17.6007F ( 22,000%80
FERZEEE A %)
(1) EE—ELZ888 1 6407 (800*809% )
4/\
43 g; AIAE (Kennedy disease ) ZZN2) (o) g merepg s34 © 1,2007¢ (1,500480
%)
B G EE (Kenndy disease ) -2 Expand
44 |tandem repeat ( FEELZESEELIN ) 2 FL[R2(1,2007T (1,500*80% )
i)
Leigh disease > T14487C ~ G14459A -~
T10158C ~ T10191C ~ C11777A -~ _
BE — : *8009
%5 1T12706C - T8993C - T8993GZ524Es (hof| L  B407C (800780% )
spots ) 2 FLRIZEEE 3T
46 Lowe [CHE(EEE (Lowe syndrome) 2 (1) BEanzessringsy - 2,0005T (2,500*80% )

OCRLELRZES 347

(2 )2FHNERF57H714,40077( 18,000*80% )




MEfEFRE (Maple syrup urine disease ) 2.

Ell:l__ : — * 0
47 R BH—4NF (exon) : 64077 (800*80% )
S ERHERA 5 SRR = E
48 | (Medium-chain acyl-coenzyme A BE—4MF (exon) : 6407T (800*809% )
dehydrogenase deficiency ) ~ Z[RZH
FHRLPN &I (Methylmalonic oy g *aN0
49 acidemia) = LK BE—4M (exon) : 6407C (800*809¢ )
50 Fr4saasnis (Mitochondrial defect) > &| (1) 4513E1,6007C (2,000%80% )
(R R 2 S M A (2) 5IE8,0007T (10,000%80% )
A4 Re =R 2 A3243G ~ G3460A ~ (1) BH—BE724 © 64057 (800%809)
A8344G ~ T8993G ~ T8993C ~ T10158C -~ (2) 3(ERIEELE S5  1,6007% ( 2,000%80
51 T10191C ~ C11777A ~ G11778A -~ 9) /‘
T12706C ~ G13513A ~ G14459A - 0 _
ﬁ. PAYAN : *
Ll ’
ML SRS RIA < KSR HG SR (mt DNA 4977|,, . — *QN0
2 lhp) &k (deletion) 537 L BR2 = 6407T (800780%)
S, T S i
53 Z%o%;igg Fi?ifn%%ﬂﬂ@ﬁﬁﬁﬁ (1) B—Fh7 (exon) : 64070 (800780%)
AN o . —
2) £FNA 43K 2 7,680 9,600*80%
Jen (2) 2ERERFIT 7t ( 0)
N N (1) EAzeERIrERL - 2,0005T (2,500%80% )
T G TR (R 55 — A . -
. . (2) 2FEHERF5747 : 7,2007T (9,000%80% )
54 Neurofibromatosis type 11 NF2E: A e . _
gt; e ype 1) ZNF2EEA| (3 MLPAB/EHIE 5347 : 3,20077
(4,000*%80% )
- Niemann-PickLFEAZY ( Niemann-Pick (1) BEE—4pF (exon) : 6405 (800*80% )
disease type A) > SMPD1ERZEE 571 | (2) RN ERFHT © 3,8407T (4,800*80% )
(1) EE—4p+ : 6407C (800*80% )
- Niemann-PickLFECHEY ( Niemann-Pick (2)&ENHNER T 12,0007T( 15,000*80% )

disease type C) 2 NPC1 AL[RZE8 53

(3) MLPAGRI/ERALSTHT + 3,2007T
(4,000%80% )




Sha g 2 RS R R 6k = fE( Ornithine

57 |transcarbamylase deficiency ) 2 OTCE A |BE—4MT- (exon) : 64077 (800*80% )
TEFF T
5 AN 2E ( Osteogenesis imperfecta) &, _
N N N 2,000 2,500*80%
58 |yt fr > 2 PR L b)
e 2E (Osteogenesis imperfecta ) _ .
0%
59 COLIALELP 4 ELfH 2 7 20,2807 (25,350*80% )
e AN aE (Osteogenesis imperfecta ) _
7,950*80%
60 COLLAZEL [ 4 ELP S 22,3601 (27,950*80% )
Fra@ME4h 5e AR B 2508 4 oA E
( Persistent hyperinsulinemic . _ _
. — : 0*809%
61 Hypoglycemia of Infancy (PHHI) Fi—7h- (exon) : 6407T (80 6)
GLUD1E N ZEE 31T
Pfeiffer[CJE(=RF (Pfeiffer syndrome) 2|, ) _ *aN0
62 FGFR2E[HZEEE 531 BE—4M (exon) : 6407C (800*80% )
63 |ZREHFRAE (Phenylketouria) 2 EFKZHr |BE—4MF (exon) : 6407C (800*809% )
64 e HECHE (Pompe disease ) 2 GAAELA | (1) BE—HLzes @ 640717 (800*80% )
2 537 (2)4HEATEFFSY M + 12,0007( 15,000°80% )
JI5SY = i st YAN
65 ;;‘fﬁ (Porphyria) ZHMBSESREEE T s g1+ (exon) : 6407¢ (800%80% )
L8 E (Porphyria)
1. FRE : PBG/ALAE &5
66 (2. FRi& : Porphyrin HPLC 3B 55 4t 2,0007¢ (2,500*%80% )
[mEk : Porphobilinogen deaminase( PBGD )
SEMETHT
(1) EFIE—#EE -+ (amplicon) : 2,0807TC
AT AT B TR T (2,600*%80% )
67 | (Progressive familial intrahepatic (2) B—R 2 HREF : £IE12,0005T
cholestasis ) 7 E:[RzZE (15,000*%809% )
(3) 2EHRNER - 36,0007T (45,000*80% )
68 FRFEE(#EEE (Rett syndrome ) FOXG1E: FLZESE S ¢ 3.20070 (4,000%80% )

RZE )4




(1) CHIZEsES i (REKE) - 1,6007T
(2,000*80% )
69 R EEZEEE (Rett syndrome ) MECP2EL| (2) TAIZEE B> (ERITAR) - 4,0007T
IR g g (5,000*80% )
(3) MLPAS T - 2,4005T (3,000%80% )
(4) FERZe853H « 3,2007T (4,000%80% )
(1) BEsnzesEsiyir (FEKE)  1,6007T
(2,000*80% )
70 H IOE R (Rett syndrome ) CDKLS | (2) BELAnzesBLor47 (ZERIFGS) : 4,0007C
F Rt (5,000*%80% )
(3) MLPA%#fr = 2,4005T (3,000%80% )
(4) ERZ=s855% - 16,0005 (20,000%80% )
e e e \ i
P == ya : — * 0,
ACADSHLPR 785 2341 (2) 2FEHNERF5747 : 6,4007T (8,000%80% )
29 S [EEERE (Sitosterolemia) 2 ABCG5 | (1) EE—4pMF (exon) : 64057 (800*80% )
SERZES AT (2) & HERTERFSIHT + 8,3207 (10,400%80% )
23 S[EREARE (Sitosterolemia) 2 ABCGS8 | (1) EE—4pF (exon) : 640757 (800*80% )
FERZEE A (2) &ERNE 77747 - 8,3207T (10,400*%80% )
HREMEALAZESSE (Spinal muscular N — *aN0
74 atrophy ) = ELPREE AR 1 1,60070/ A (2,000%809 )
5/ NS Z 4E0E ( Spinocerebellar ataxias )| ., . e _ *aN0
75 > HLRES A - &1,6005T/ A (2,000%80% )
26 EAVEEMEIM (Thalassemia major )| A : 2,8007T/ A (3,500%809% )
ZH N2k
27 = HHENZFRAE (Trimethylaminuria) 22| (1) BE—#FF (exon) : 64077 (800*80% )
FMO3EL R ZE 845717 (2) 2R ERF5317 - 5,7607T (7,200%80% )
Z:[:/»‘/’?‘l N -
28 \in\r?aﬁ%ﬂ:ﬁ ( Tuberous sclerosis ) 2 %k S © 2400078 ( 30,000%80% )
A7 R g S i
79 E‘Dﬁﬁﬁﬁl;l{bﬁtﬁﬂizﬁ (TerSIne ﬁ_‘&I\% (exon) : 640]7: (800*80%)

hydroxylase deficiency ) 7 FLNZET




T BEHTECE (B EE (Williams syndrome ) 22

. *ano

80 711,23~ HH 3,4807T (4,350*80% )

81 R ARIGE (Wilson's disease ) 2 B:[Rz2| (1) CLAIZEEAIRER  2,0007T (2,500%80% )
B (2) 2N E R /717 9,6007T (12,000%80% )
Wiskott- AldrichESEfERE (Wiskott-

82 |Aldrich syndrome) > WASPEL[RZ€E847 17,2005 (9,000*80% )

il
- o S g y
SEADTMMIASERERIE | ) w oo oo oo 00%80%)

83 | (3-Methylcrotonyl-CoA carboxylase (24 KPR B 4rhr - 12, 16075 15,200%80% )
deficiency ) -2 MCCC1ELKIZE8 554 EENE - 16, L007TL L, 0
3-HEE TREHESAR (LR R B = - R a0

84 | (3-Methylcrotonyl-CoA carboxylase (1) §i—5h3 (exon) : 6407T (800*80%)

deficiency ) > MCCC2E: [N 28 /717

(2 )2FHNERF57H7 10,8807 ( 13,600*80% )

sk

o AHHBIEEEERAL B2 BB 2 AP Z B - R BB R b2 A B et R A BRI st
PR L E R BB AL 5 - SRIZEFEE T BB H R TIRI - B

S AEFTHI -

o AHHBLZ AnBati DU R | 0t T E R B A A M R R R e R S A
"R R B ) R EIRE AR - DS e

ZRUE > ESE-FelaE ) > MEERERE -




