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ARVC-PKP2 TGFb3, RYR2, P168 TEARRE A E DB
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CYP11A1- CYP11A1, GYPT1BI, | 40c ERURIBFE. ERXURBREBRK. &
CYP11B1-CYP11B2|CYP11B2 WP ILERTAVE AMEET7IILFRTAVE
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RPS17, RPS19 lamon acKran anemia
DCLRE1C, MEIGT, e Ak £ i T Ao }
DCLRE1C DGLRE1GP P368 EEEEHREFEAE. OmennfE (ZE
DHCR? DHCR7 P457 Smith-Lemli-Opitz fE{&EE
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MS-MLPA R i (DDNAZAZE 4 BF (. 2514
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Y — 3 RIGEFZ, MLPA buffer (B
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POU3F4 POU3F4,13q12  |P163 Wolfram# i B -
region
GLA GLA P159 777 —I&
Glycine = S,
Encephalopathy GLDC, AMT, GCSH |P209 =it
GNAS, GNASXL S ..
' ' FIWTSAMEGHERERREIE. i s
GNAS EI%S(::’GSS@NESPAS, MEO031 At E R T A AFJLALRATICHE R ATEE,
Gonadal
Development glh?ADRJAZCI-TgI;Z?IQS P334 HIERFEREE
Disorder
. FJIEHVEEE
GPC3-GPG4 GPC3, GPC4 P154 (Simpson—Golabi-BehmelfE & E¥)
GRIN2A GRIN2B  |GRIN2A, GRIN2B  |P410 HEREEE (TADA. BHER., KES) GRIN2AD L")~/ 2b. GRIN2BNO TS ~6%

BRE.ETVVUMEEENN—,




Kit# Btk -EETF A & e
G
Growth H GH1, POUTF1,
D“;. th Hormone — 15poP1, GHRHR,  |P216 BERILES D BT LA
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BINAE (ST—- Ty h—EIREE) .
PAFAH1B1, DCX, " . 2 e,
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KCNQ1, KCNH2,
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LPL, INTS10, g g
LPL LG18A1 P218 I S MmMAE fih
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FZD4, NDP B FAREERE
M
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MAPT-GRN MAPT, GRN, CRHR1 |P275 SRR BRI
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MECP2, CDKLS5, "y
MECP2 ARX, NTNG1, PO15 Ly MEIERE
MEF2C-FOXG1 MEF2C, FOXG1, fu |P395 BHER. TADA. RBFR. LyNMEEE
— . YA - 5\, < ER 2, FH
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Microcephaly CDK5RAP2, CENPJ, |P355 INBESE
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20q13
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0
LEP, LEPR, POMC,
Obesity SIM, MC4R, MC3R, |P220 BE HE
MC2R
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oTC oTC P079 FTIWZF SO RAIINIS—E RIEE
P
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RAD51C-RAD51D |RAD51C, RAD51D | 260 I7va=am
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PANK2-PLA2G6 PANK2, PLA2G6 P120 B~ D 8L F S IR L H(NBIA)
SNCA(PARK1),
PARK2, UCHLI,
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ATP13A2
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PCCA-PCCB PCCA, PCCB P278 TREF L B M
PCDH15 PCDH15 P292 T —iEIEEE
PCDH19 PCDH19 P330 EFMR -
(THEIZRONDTANARUVKEMHER)
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Pendred/SLC26A4 |SLC26A4 P280 UKLy RERE 222 (NPC1 G530A,C2932T,C3104T) (<
BENAGTO—TJLEH,
PHEX PHEX, FGF23 P223 XEHIE) > M
PKD1-PKD2 PKD1, PKD2, TSC2 |P351/P352 |EA{AEMLSHIEEME
PKHD1 PKHD1 P341/P342 |E#BALHZREERE
PKLR PKLR P203 BEMEIERRIK SR m Bk 14 M 14 2 M
PLOD1 PLOD1 P359 I—SR-AUORGEIEE (VIE)
PLP1 PLP1 {th P022 RYYTHR ALY IAYINR
POLG, POLG2,
POLG C100rf2(PEO1), P010 POLGEIEZFH (ZravKR)7)BEERE
SLC25A4(ANT1)
POR POR P312 SRR B
Porphyria—1 ALAD, HMBS, PPOX |P411 RILT41 2 fE (ADP, AIP, VP)
Porphyria-2 EE«%%, %Fé,%f(' P412 # L7414 (CEP, PCT, HCP, EPP)
PROC PROC P265 JOT42CRZE
PROS1 PROS1, PROSP P112 B4R MAS R AE
PSEN1 PSENT P254 RIEETILYINAT—IR
T8 =54 —fEIREE., i B
PWS/AS SNRPN, UBE3A ftt |ME028 FOS TR AF LA ICHE AR RE,
R
RASA1 RASA1, EPHB4 P409 EHME 2R . Parkes WeberfE{EEE
Recessive Ataxias |SETX, APTX, FXN |P316 S ERAE
Retinitis RP1, RHO, IMPDHT, e e s
Pigmentosa PRPF31 P235 WRERLIE
RS1 RS1, CDKL5 P488 XEH S E FIRIE S BEAE
S
BEERSMHEEERED i
SACS SACS, SGCG P441 Charlevoix—Saguenay & & 14 4L 59
(ARSACS)
DravetfE{ZEE. SCN1ABLED TANAFEIE.
SCN1A SONTA PIST | Rt B AR A O
SCN4A-CACNA1S |CACNA1S, SCN4A |P397 K1) 7 Laf4 FE A4 o B R 22
SCN5A SCN5A P108 TIVHSEIREE, QTIERAEIFR
SEPT9 SEPT9 P307 Bt E s EEE
SERPINA1 SERPINA1 P459 a1-FoFM) TV RIBE
SerpinC1 SerpinC1 P227 EREToFOVEVNR ZIE
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SERPING1-F12 SerpinG1, F12 P243 EiEtnEZE
SGCA, SGCB, g g 5 _
SGC SGCD. SGOG. FKRP P116 EEEHGAAT,
S b 2N R S S < £5 iy o
SH2D1A-XIAP-ITK [SH2D1A, XIAP, ITK |P205 ﬁ”ﬁ;ﬁ,’i{f')/ / \BRABTBAE 15
(DuncanfE{&EE)
SHANK3, TCFL5,
SHANK3 ARSA, ACR, P339 BEERARINS LEE. 22q13 3R KIEIRE
RABL2B
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_ I 85 )ILa—X-FSURR—E—RIB%E.
SLC2A1-STXBP1 |[SLC2A1, STXBP1 |P138 * B R R B
~ SLC6A8, BCAP31, " [
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SMA SMN1, SMN2 {th P021 B RERE
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