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o eaE divnd ] PMP22 38 A e 10| 9,000 | 5400 | 3,600
i BEEGHAETIE E[R|Zess4 ) ; )
2 — (ch:;ggt) Marie Tooth e 2| 5,000 | 3,000 | 2,000 (Severs combined T and RZEEAHT
BeEm CIvECR? 39 B immunodeficiency ) | ADAERZE& 447 [ 10| 9,000 | 5,400 | 3,600
mas  |EHK -
3 |mg= |FBRKAE(Rett syndrome) L RTRE A I 4 111,000 | 6,600 4,400 ] ARTEMISDCLREIC)
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Eﬁl‘%ﬁim K%E JFE O BMPR2EREFR =
5 —22(Primary Pulmonary 27N EF , . a1 WASP
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(@%ﬁvlﬁtﬁflﬁ Corv-CoA ERAEEDHT ’ ’ ’ 4o BB "
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iib;éﬁ? Carboxylase Deficiency, |[JMCCC2 %iﬁff - e O KRBT
S 44 (Chronic granulomatous ] CYBAK[XZEE 47| 10| 9,000 | 5,400 3,600
EAA-WEAERE o syndrome)
7 I(3 \|/soer; ?ép;\)/?_ll-ll_l)ndau O VHLERZEZ 47 | 4 | 2,400 | 1,440 960 45 [ NCF1E R Zes#347 [ 10| 9,000 | 5,400 | 3,600
B LIRS ERERE it
8 (Adrenoleukodystrophy, DQ%% . 2 10,000| 6,000 | 4000 |46 [ NCF2EmZe4347 [ 10| 9,000 | 5400 | 3,600
=~ = N
ALD) BB KB ER )
X BB E DT IESME 47 ZE A MYE(Bruton's O BTKEREZ=E 347 [10| 9,000 | 5,400 | 3,600
Dysplasia) B R E AEE R ]
ysp 48 (Hyper IgE recurrent [ STAT3EREZ=E 47| 10| 9,000 5,400 3,600
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RPN HEIRIAE .
11 (Metachromatic CJARSAE[KZEE 47| 2 | 10,000 | 6,000 | 4,000 SHEESRE RS ] RUNX2
Leukodystrophy, MLD) 50 ME%% (Cleidocranial dysplasia, |~ pog 6 | 6,500 | 3,900 | 2,600
R o IRE feomrcD —
12 (Williams-Beuren [d7q11.23 MLPAZ| 1 | 3,000 | 1,800 | 1,200 51 ﬂ%’f WEH SRR O KMmT2D 101220001 13200 | 8.800
Syndrome,WBS) FIEHR= |(Kabuki syndrome) ERZet T ’ ’ ’
iasas |Prader-Willl FEEEEF 1M 45011.2-913 Ms- T KA [ FGFR2 Emzes
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ERMRE BRI
e P (BB ] i} B ax FOAE OJATP7B
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mEg g . .y FEIEE (& RSO B AR ] ABCD1
gg%g%g(miﬁmﬁnn ] 11p15.5 MS-MLPA 54 [RZHi |(Adrenoleukodystrophy, [ rsoe i e 410,000 6,000 | 4,000
15 o U e 1] 3000 1,800 | 1,200 @5 |ALD)
Wiedemann syndrome, A il — v
BWS) 55 Dravet fEfR%: LISCN1A 4 |20,000| 12,000 | 8,000
BE T O] 11015.5 MS-MLPA (Dravet Syndrome) HRZe DT ’ ’ ’
AEZR- JE pt1o. - e (=1
16 (Russell-Silver Syndrome)| 3 f 1| 3,000 1,800 1,200 O Rk RI?_G/ALA E=
Dravet /A F Dravel [ SCNIA B (Porphyria) ﬁﬁ’ﬁ?ﬁjiP}(r)rph);rin
17 ravet fiEf& rave . 3120000!| 12.000 | 8.000 KEJE(Porphyria HPLC BT » AL
Syndrome) ERZREEDHT ’ ’ ' % | e R AR [k Porphobiinogen | 4| 000 | 5400 1 3,600
[] DM1: DMPKE] neg |VEREEACBEAMS) PBGD) deaminase
. N = ’ ‘fTE:’tg A HE S N\ 4
18 PlE:4=¢n3 CTGEHRRE/ v 1 3000 | 1800 | 1200 B o EDHT » SRR
(Myotonic Dystrophy) DM2:CNBPEH ’ ‘ ‘ 57 LJAIP-HCP VP | 4 143500| 8100 | 5400
CCTGEIRREAMT BERZEE AT ’ ’ ’
S MEKIE [ SERPING1 S | R [ FSHD
19 Hereditary Angioedema, A 2 110,000 | 6,000 4,000 58 |KEiz |(Facioscapulohumeral o ek 10| 20,000 | 12,000 | 8,000
§4AE) yAng ERZEZE DT B muscular dystrophy) ERZREDT
PR ERE [0 DMPK1 E[H FRESE| BEEN
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... |syndrome) IR T s
PUEE R mn ErRE R 59 ZEL S BRARSIER xrpre 6| 7,060 | 3530 | 3530
REHR : 10 PHEX ESE=Eioy
22 (X-linked hypophosphatemic E TR 4| 6,000 | 3,600 2,400
428 [rickets) ekl RRNS, RRNL, ND1,
Treacher Colins (22t L1 TCOF1 ND2, ND3, ND4, NDA4L,
reacher Collins 11k ND5, ND6, COX1, COX2,
23 (Treacher Collins syndrome) |  EL[AIZE&5 047 4| 9,000 | 5,400 3,600 COX3, ATP6, ATPS,
CHARGESE & &S [JCHD7 CYTB, TRNF, TRNV,
24 (CHARGE Syndrome) E R 4 110,000| 6,000 4,000 ot B K48 BEDNA TRNL1, TRNI, TRNQ,
Y 60 SRma TRNM, TRNW, TRNA, | 6 15,000 7,500 | 7,500
il Zeits TSR TRNN, TRNC, TRNY,
25 (Cystic Fibrosis ; CF) | CFTREZARENT | 4 113,500 8,100 | 5,400 TRNS1, TRND, TRNK,
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26 g%ﬁgﬁ)&ﬁfockayne D%;{E%%S}?) 48550 | 5130 | 3,420 TRNS2, TRNL2, TRNE,
; y 0 TRNT, TRNP » 37{BHX
7] 5| [K FOE 1% & (Cockayne |1 ERCC6(CSB) SRR
27 syndrome type B) HR A 41121501 7,290 | 4,860 SLC22A5 , ACADVL
28 LILIST E[A 2| 3,150 | 1,890 | 1,260 iy CPTIA, P12, ETPA,
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AR DDC - 1 7{EEER AL
BRI OATP7B EFFAHT
30 (Wilson's disease) HRZRE AT 410,800} 6,480 | 4,320 BTD, HLCS, MCCCH,
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AR 2 4 pa o =5 — N ) , )
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33 proliferation 10| 3,000 | 1,800 | 1,200 CPS|, OTC,ASS1,ASL,
Thee i R - R 5 IR RS R |ARG1, NAGS, ORNT1
HOER \ O IL2RG 63 s bifEE B PO AHRI LA [(SLC25A15), SLC25A13, | 6 | 15,000 7,500 | 7,500
34 |oamps |BEEAERRERE ELRZE AT 10| 9,000 | 5,400 3,600 =l GAA, PC +
e seme |(Severe combined T and i 10EER R E RO
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