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Neurodegeneration WDR45 &%ﬂ%?%’%i Fi%z EAT 02-2382-6615
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= T ApATEE? 5P %3 (3393-1030
Biotin-thiamine-
responsive basal SLC19A3 EXWhAFIFERHRE B A7 02-2382-6615
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) . FLF R F R Frere @ J.;s £ 4 F R F Reins T 04-2473-9595  ext,
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seizures
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cerebellar hypoplasia SLC33Al A TR éfﬂ?& FHR®RZ SR 02-2382-6615
Cerebral cavernous
malformation type 1, |KRIT1 (CCM1) EITek & ﬂ%ﬁ a3 EAT 02-2382-6615
CCM1
Cerebral cavernous
malformation type 2, |CCM2 ETek & fﬂ?f BA%E EIAT 02-2382-6615
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Cerebral cavernous
malformation type 3, |PDCD10 E TRk & ﬂ% BA%7 & 7] 02-2382-6615
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Congenital muscular
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Congenital muscular ok %P%%?]?f%‘i’%&i ity |5 ?5}‘* f&ﬂf% *Kéﬂ?ﬁﬁ 02-2312-3456  ext
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ganglia and
cerebellum, HLD®6),
S ~ R %) - -
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: sl e A @Y R ALY 71939 02-
Pompe disease GAA %E, ETRFATIFET ST,
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Hereditary .
ek L F| RS D 5 g - -
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Hereditary Spastic SAL s e %Fmﬁd '%? LN oL e p§ P2 ‘Fg-% J 02-2871-2121 ext
& 5 fe ) o4 AR ~ i )
Paraplegia SPG4, SPG5A, or NGS panel (78 genes) :fg ?) % (Lp e ftef WA % 3300
1
Hereditary Spastic . g b ol s RS A P AFIRE S 64| ]
Paraplegia SPG5A or panel AFIRE2 PRSI E £y 02-3393-1030
il Yy
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Huntington Disease [HTT AL FIFHRT, R R AL ; #_ N ;;i; e 2:23020871 2121 ext
Fres ¥ 54, .ﬁrwéﬂf TSRS
BR%Z, AFIREL & P59 %
Hypokalemic periodic _ . : . 06-235-3535 ext. 3614,
N b Y 3 P N H Y 5 LBNN
paralysis CACNALS g AFHED PR & Nl R 3532
E;’fa?:;;':m'c periodiclcACNALS, SCN4A, KCNJ18 CHRAANFER AT 973k %) 02-2382-6615
Inclusion body .
#Froge i A 55 B A s £ 5 4 - -
myopathy 2 GNE ExTRrAFIFERNRE A& 7 02-2382-6615
o . i . . 02-2312-3456  ext
Kearns-Sayre MtDNA deletion FUFRATIFSNLFART oS FRATAFIINRIFS |0 g 02-
Syndrome RE,EHAWHEBAFEIHRT (LB R EFET 5005 6615
\,:;7“‘ 'ér—g\ %?szé ,%}% 4 “Zé »‘ L u 3, &%Fﬂzﬂé V?? d oo \L?:;E)LOOIJ.'LJ.LJ. UX(L)Z-
SAMRAL, S PRATFE [ RANTHL PR 2312-3456  ext
Kennedy disease androgen receptor gene AP FdF 5@ R EFRFATFIFEATFE AR E 21939 0o-
FERRL, AFGEL AP ER \FLE - EHRT]FRER )00, 6615 02-
5@3 éﬁi%rﬂﬂfﬁ’gi @ﬁi?—?};ﬁi 2202 1N2N
Lafora disease EPM2A, NHLRC1 (EPM2B) Bk ATIFET%RZ oy 7] 02-2382-6615
CEUET Tereartary ) i} B} ) 54 - PR & AT . N . i _
Optic Neuropathy, MtDNA (MT-ND1, MT-ND4, MT-ND4L, MT FH zlsr]f%‘f v B :' ) Ff}‘ Ek'i]f % ? Ek'ﬂﬁ 7 102-2312-3456 ext
PN ND6) 5653_ 2R A4 L @ E 71939
. N SRl AL @ S F A T § A F)F F 102-2312-3456 ext
Leiah Svnd M{DNA ;; . %&;Z%’ﬂf%f?iii%;\if? ; Ei ?fﬁ lﬁlﬁf ERR /ﬁiﬁﬂ? 71939 02-
ei ndrome % E, EaE F % F -
o=y %;%‘ﬁ;} "i*jgl,igj T APATIEEL AP F 9% |3393-1030 02-
REL ePERRZ 3 AT 2382-6615
Lesch-Nyhan HPRT EFTRr 2 FFR%ET, A58 |EFAT] > Figdsm 4§ 2 71)|02-2382-6615
syndrome BEAePAER%Z HEL &PETHRT 02-3393-1030
Leukoencephalopath
y with Brain and
Spinal cord DARS?2 EHer 2R IFER%RE B A7 02-2382-6615
involvement and
Lactate elevation
Limb-girdle muscular
dystrophy type 1B, Ilzl\léISS DYSF, SGCG, SGCA, SGCB, SGCD, %?T&&%ﬂ%%‘f%’%}i s ) 02-2382-6615
2B, 2C, 2D, 2E, 2F, 2|
Limb-girdle muscular B %F%ﬁ_\ﬂ%&%%&i LgiEE (5= gr*gqg?*ﬁﬁkﬁgﬁ 02-2312-3456 ext
dystrophy panel NGS panel (41 genes) £ M4 v F@Ay 3 71939
Limb-girdle muscular y g b ol s A AT A ﬁiéﬂﬂ“&g EARE Sl PO ]
dystrophy NGS panel (51 genes) AFIREL GPEREHE §? %3 02-3393-1030
Marinesco-Sjogren Harrek B F W S S 5 £ 4 - -
Syndrome SIL1 EFTwREAFFETRE A A 02-2382-6615
McLeod S ER e H IR R R (LR B - 3 2N - -
Neuroacanthocytosis |XK . FRAFFINLEART ) ﬁ;i;f? AU F %923%12 3456 ext
Syndrome ' 2
MELAS MIDNA MT-TL1 (IRNALeu(UUA/UUG)) or |5 % FEAFIF £484 8 87 |0 % FRARF S04 7§ ¥ |02-2312:3456  ext
MT-ND5 %7 WA BRI R 71939
Metachromatic
Frorenk A T % S S 5w s A - -
L eukodystrophy. PSAP ENTRRATIFEI R AT 02-2382-6615
wvicitaclimuliliatlc = o1 4 ‘,:b o1
Leukodystrophy,  |ARSA ATERS GRS %S ; f;“”ﬁ PAFIREL &4 05 33931030
Mitochondrial oA B R 5 A ¥ 5 Poup | S E R RFRALFE ® o [02-2871-2121  ext
disease mMtDNA nt3243, 8344, 8993 R LR s 3300

Mitochondrial
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EXer 2RI FER%Z

T4 5]

02-2382-6615

disease 4977bp deletion testing

Mitochondrial

Neurogastrointestina S qewe H | 5 A s g ) i

| Encephalopathy |1 WP (ECGFL) EATRAANIFEN AR £ 02-2382-6615
Syndrome

Mitochondrial-
Membrane Protein-

06-235-3535 ext. 3614,

Associated C19orf12 @A EAFEEGY o A BHTFREGY 3532
Neurodegenration,
MPAN
Mu!tlple difatase SUMFL 5 : %F%f&ﬂ%ﬁé‘fer&i fLigEg o= %rgéﬂf%*ﬁéﬂgﬁ 02-2312-3456 ext
deficiency % F EREE R Lok 71939

. . . : HrEARRAFIL BHRFE [03-328-1200 ext 2550
Myoclonus dystonia |SGCE exon4,5,6,7,12 Hr LA R A %ﬁ M@ﬁ@%& g 2 F5 Fg oF 2551
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Myoclonus dystonia |SGCE AFIREL GPEREHE ;fgi FAPRIIREL &4 02-3393-1030
P z
Myoclonic epilepsy
associated with o= %F%f&fﬂ%ﬁ gama L gy (54 Pﬁ 3 ﬁgﬂ?f? 4 *KBEWPE 2 102-2312-3456  ext
ragged-red fibers, MT-TK, MT-TLL, MT-TS1 7 AL FHFAT R 71939
MERRF
gﬂg’i?ec;z;'c'aton'c SLC6AL ,zfjégrfw ATIFER %3 93k %) 02-2382-6615
Myotonia congenita |CLCN1 Hierk A FFFTHRE Ea AT 02-2382-6615
,{.L Bom "?f}’mﬁd ‘;I‘g%%‘fﬂ W AY
..;é FR%E, P LFF AR | S E VAT A GF S 0 |02-2871-2121 ext
Myotonic dystrophy |[DMPK1 Flimse T BEFRE, §0 (HEATFTHRE - WA A 3300 02-3393-
BERFRAEN o ATE \PANKEL APF AT (1030
&E_:. r’fig K '%E =X
S L BRE p> 5% B R 4 LR Hh = s ~ i >
. pﬂgl‘méﬂ;%‘?ﬂixuﬁ@a r«PﬁP z&ﬂf% K;&Wf% 02-2312-3456  ext
Nemaline myopathy [Many %3 ma A RET 2 21939
EXTRFAFIFETRE, AP |,
. . > _ T Lo | BT A E] S i dedr A # A 7] |02-2382-6615
Ay Sk :a B oA AT - " > %)
Neurofibromatosis NF1/NF2 %é ,;i:f ’ Eé%j_, i1 A KF L BPEY % 02-3393-1030
:\ilsgfrs:glnc(:)esrizidNCLs Many o ; %ﬁr» %qu wm g : : %gé;f % v»rslggrﬂgﬁ & 3;233912-3456 ext
) e 3 FRA T
Neumann-Pick NPC1 o= %F* &ﬂ%ﬁ gamd v giEg |54 Fﬁ}‘* Z%WF? 7 *Kz%fﬂ%? # 102-2312-3456  ext
disease C R, ARERFREGES A rdEmT % 71939
Nocturnal frontal
lobe epilepsy, NFLE;
early infantile
epileptic KCNT1 e AIFER %2 oA 7 02-2382-6615
encephalopathy,
EIEE; epilepsy of
infancy with
Oculopharyngeal AFHE? GPFF%RE, B ol WRKIF AP AFIHRE L &4 02-3393-1030. 07-
Muscular Dystrophy [PABPN1 5@%&5‘?;&%9};@ %% (GNN -0 %5%5@%55;;&% '
: 3121101 ext 7260
(OPMD) repeats) EAEC
Paramyotonia o . 0ok g L N 0ok b g 06-235-3535 ext. 3614,
congenita SNC4A A ARG A FATRERT o 3532
Panthothenate
Kinase Associated PANK2 EIriek & 7 %ﬁ Ba%7 EIAT 02-2382-6615
Neurodegeneration
PLA2G6-Associated 06-235-3535 ext.
AP A BRHATFER? o Fome|lAs A8 A TEarY o F
Neurodegeneration |PLA2G6 f Ifgﬂ?;:i;f i e i ;&W-‘éﬁzﬂsrﬂhé i % |3614, 3532 02-
(PLAN) FRFIFIRRE s 2382-6615
Polyneuropathy,
hearing loss, ataxia ) ,
' ' Harre k H TR A S sk p £ - 4 - -
retinitis pigmentosa, ABHD12 SHRAAHFEFRE SAAT 02-2382-6615
and cataract
E:Qﬂag;g?;!f‘i'on SLC20A2 EATRA ATIF SR %3 95k %) 02-2382-6615
Protein C deficiency [PROC EXmwrAFIFE %3 EAT 02-2382-6615
Sandoff disease HEXB EXmwrAFIEFE %3 EAT 02-2382-6615
£ £ 2 - -
Sialidosis NEU1 exon3, exon1,2,4,5,6 e E AL A FRBRT S ?jr RESFIRBRRFE 2?23525811200 ext 2550
Horron K F) I O S s b £ 5 T S - -
Sialidosis NEU1 \‘)’EF?;‘%&éﬂp?%‘?a%i,éﬂ%‘ A T~ ALY A 4 A F](02-2382-6615
B aPER%E HE2 G FTHRE 02-3393-1030
ooy o ey |SCNA ERTAATNFLR AT e 02-2382-6615
Hr £ AL @%P%%ﬁﬁé}%%‘ffi, AHTrEARRE A PH Jfﬁf%%%?%‘f 03-328-1200 ext
Spinal muscular SMN1/SMN2 FHEL ¢ PEFTHRE, 550 AF [F FiasE AR AFIRE 2L (2550 or 2551 02-
atrophy FFRABENY o, S5 R\ GPAE AT, 3 FiekF 4 [3393-1030, 07-3121101
R o FFRBFENNA AT E R ext 7260
Spinal muscular
atrophy with A
i+ 5 R N £ g 4 - -
respiratory distress IGHMBP2 ek Zl_\_rﬂ?? B3 EAT 02-2382-6615
type 1
:tpg)?ic;cerebellar SCA2.3 ; ;if;@% R F B T ; ;%f Fr B8R Flrme ¥ 22325427289522 ext.
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CMT panel (68 genes)

AARS, AIFIVIL, ARITGCF1IU, ATFIAL, DICDZ,
BSCL2, COX6A1, CTDP1, DCTN1,
DHTKD1, DNAJB2, DNM2, DYNC1H1,
EGR2, FBLN5, FGD4, FIG4, GAN, GARS,
GDAP1, GJB1, GNB4, HARS, HINT1, HK1,
HSPB1, HSPB3, HSPB8, IGHMBP2, INF2,
JPH1, KARS, KIF1B, KIF5A, LITAF, LMNA,
LRSAM1, MARS, MED25, MFN2, MICAL1,
MME, MORC2, MPZ, MTMR2, NDRG1,
NEFH, NEFL, PDK3, PLEKHGS5, PMP2,
PMP22, PRPS1, PRX, RAB7A, SBF1, SBF2,
SH3TC2, SLC12A6, SPG11, SURF1, TDP1,
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CMT panel (66 genes)

AARb AII—IVIl ARH(:I:I—lU Bb(.,LZ LlZOI‘Tbb
COX6A1 DCTN1 DHTKD1 DNAJB2 DNM2
DYNC1H1 EGR2 FGD4 FIG4 GAN GARS
GDAP1 GJB1 GNB4 HADHB HARS HINT1
HK1 HOXD10 HSPB1 HSPB8 IGHMBP2
INF2 JPH1 KARS KIF1B KIF5A LITAF LMNA
LRSAM1 MARS MED25 MFN2 MME
MORC2 MPZ MTMR2 NAGLU NDRG1
NEFH NEFL PDK3 PLEKHG5 PMP22 POLG
PRPS1 PRX RAB7A REEP1 SBF1 SBF2

SETX SH3TC2 SLC25A46 SPG11 SURF1
TEG TRIM? TRPVAN/CP YARS

FRMFAPD T AFIREL &
PEA%RE
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Emery-Dreyfus
muscular dystrophy
(7 genes)

EMD LMNA SYNE1 SYNE2 FHL1 TMEM43
TTN

# /@. ‘fl’rFZF f«l’/,‘b"-i— %?‘]ﬂf&gi &
PEREZ

FiRgIFA A FIREL & F
BA%E
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LGMD panel (41
genes)

AMPDI, ANO5, CAPN3, COL6AI, COL6AZ,
COL6AS, DAG1, DNAJB6, DYSF, FKRP,
GAA (include 1VS1-13), GMPPB, HNRNPDL,
ISPD, ITGA7, LAMA2, LARGE, LIMS2,
MYOT, PLEC, PNPLA2, POMGNT1, POMK,
POMT1, POMT2, SEPN1, SGCA, SGCB,

SGCG, SMCHD1, TNPOS, TRAPPC11,
TRIMI? CAVI NDES EKTN SGCNH TCAP
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LGMD panel (51
genes)

ANObL BVES CAPNS CAVS COL4AL1
COL4A2 COL6A1 COL6A2 COL6A3 DAG1
DES DMD DNAJB6 DPM3 DYSF EMD FHL1
FKRP FKTN FLNC GAA GMPPB GNE
HNRNPDL ISPD LAMA2 LARGE LIMS2
LMNA MYOT PLEC PNPLA2 POGLUT1
POMGNT1 POMK POMT1 POMT2 SGCA

SGCB SGCD SGCG SMCHD1 SYNE1
SYNE2 TCAP TNPO2 TOR1AIP1

iR A T A RIS &
PER%Z
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02-3393-1030

LGMD panel (24
genes)

ANO5, CAPN3, DNAJB6, CAV3, DES,
DYSF, FKRP, GMPPB, ISPD, LIMS2, LMNA,
MYOT, PNPLA2, SGCA, SGCB, SGCD,
SGCG, SMCHD1, TCAP, TNPO3,
TORIAP1, TRAPPC11. TRIM32 TTN
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EH AT

02-2382-6615

Congenital muscular
dystrophy (68 genes)

ADMUD, ACAT I, ACTAL ACVKL, AGKIY,

ALG13, ALG14, ALG2, B3GALNTZ2, BIN1,
CFL2, CHAT, CHKB, CHRNA1, CHRNB1,
CHRND, CHRNE, CHRNG, CLCN1, CNTN1,
COLQ, DMPK, DOK7, FHL1, FLNC, GBE1,
GFPT1, GYG1, HNRPDL, HSPGZ2, ISCU,
KBTBD13, KLHL40, KLHL41, KLHLS9,
LAMB2, LDHA, LMOD3, MATR3, MEGF10,
MSTN, MTM1, PTPLA (HACD1), PTRF,
RAPSN, RBCK1, SLC25A20, SPEG, STACS,
STIM1, SYNE1, SYNE2, TIA1l, TMEM43,
TNNT1, TOR1AIP1, TPM2, TPM3, TRIM3,
TRIM63, COL12A1, NEB, PABPN1,

DONCNTACT ANAD

FrATF L a0y
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Congenital muscular
dystrophy (53)

ACTAL boGALN I A I:Sdbl\l I 1 I:’>II\|J. L,I-Lé
CHKB COL12A1 COL6A1 COL6A2 COL6A3
DAG1

DNM2 DOLK DPM1 DPM2 DPM3 FKRP
FKTN GAA GMPPB GOSR2 INPP5K ISPD
ITGA7 POMGNT1 POMGNT2 POMK
POMT1 POMT2 PTRF RYR1 SEPN1 SUN1
SUN2 SYNE1

TCAP TMEM43 TMEMS5 TNNT1 TPM2
TPM2 TTN VRK1 KRTRN12 KI HI A0 | AMA?

fPRsE AR YT AT REL &
PERHE

KA AT RIS b4
Fa%F

02-3393-1030

Congential muscular
dystrophy (12 genes)

COL6A1, COL6A2, COL6AS, FKTN, FKRP,
ITGA, LAMA2, LARGE, POMGNT1, POMT1,
POMT2, SEPN1

EARA ALY

EA 7]
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Fatty acid oxidation
disorder/rhabdomyol
ysis (21 genes)

ACAD9, ACADL, ACADM, ACADVL, CPT1A,
CPT1B, CPTZ2, ETFA, ETFB, ETFDH, GYS1,

Dystonia (28 genes)

02-2312-3456
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HADHA, HADHB, LPIN1, PFKM, PGAM2,  |% % HPRE L Ik 71939

PGM1, PHKAL. PYGM. SLC22A5, TYMP

ACTB, ALDH7AT, ANO3, ATM, ATP1A3,

Clz1, DBH, DDC, GCDH, GCH1, GNAL, T o o,

PAH. PNKD, PNPO, PRKRA, PRRT2, PTs, |© * FIRAFIFFHLARR 1o < Fix éq?ﬁ? A FIF F 102-2312-3456  ext
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QDPR, SGCE, SLC18A2, SLC2A1, SLC6AS3,
SPR. TAF1. TH. THAP1. TOR1A. TUBB4A

Parkinsonism (46
genes)

SNCA - Parkin ~ UCHL1 ~ PINK1 ~ DJ-1 ~
LRRK2 -~ ATP13A2 ~ GIGYF2 ~ HtrA2 -
PLA2G6 ~ FBXO7 ~ Rab29 - VPS35 -
EIF4G1 ~ DNAJC6 ~ SYNJ1 ~ DNAJC13 ~
CHCHD2 ~ VPS13C -~ GBA ~ SMPD1 ~
NPC1 » NPC2 ~ TAF1 ~ GCH1 ~ ATP1A3 ~
PANK2 -~ Rab39B - TMEM230 ~ UQCRC1 -
PDES8B ~ RIC3 - GPATCH2L ~
UHRF1BP1L ~ PTPRH ~ ARSB ~ ATP7B -
PRKAR1B ~ PODXL ~ SLC30A10 ~
ATP6AP2 ~ FMR1 ~ POLG -~ SPG11 -

e 1 ST

ok

T

rF kT

CFRATLS S

02-23123456 ext 71910
or 71917

Torsin A ~ HPCL ~ TAF1 ~ TUBB4 ~ GCH1 -~
TH ~ THAP1 ~ MR1 ~ GLUT1(SLC2A1) ~
PRRT2 ~ SGCE ~ ATP1A3 » PRKRA -

02-23123456 ext 71910
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ystonia (26 genes) SLCAL ~ EKD2 « CACNALB ~ ANO3 - S Y S ! 5% PR FRAFSFLERAE | 21017
GNAL ~ KCTD17 ~ COL6A3 ~ KMT2B -~
MECR ~ ADCY5 ~ PRRT2 ~ CIZ1 ~ SPR
APP ~ PSEN1 ~ PSEN2 ~ MAPT ~ GRN -~
Dementia (11 genes) |CHMP2B ~ TYROBP - TREM2 - PRNP - SAFRAFAILEIRE (S FRATSIPEI R 83-7213911273456 ext 71910

DCTN1 - NOTCH3

Motor Neuron
Disorders (7 genes)

SOD1 - FUS ~ TARDBP -~ OPTN - VCP -
UBQLN1 « SQSTM1

A FRATISGBET ST
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=
{m.h}
e
ik

CFRATAS Y

02-23123456 ext 71910
or 71917

Epilepsy (30 genes)

ALDH7A1 ~ ALG13 ~ ARX ~ CACNB4 ~
CDKLS5 ~ CHD2 ~ DEPDCS ~ DNM1 -
GABRA1 -~ GABRB3 ~ GABRG2 - GNAOL1 -
GRIN1 ~ GRIN2A ~ KCNA2 ~ KCNQ2 -
KCNT1 ~ PCDH19 ~ PIGA ~ PLPBP -~
PNKD -~ PNPO ~ PRRT2 ~ SCN1A -
SCN2A ~ SCN8A ~ SLC2A1 ~ SMC1A ~

EEFRATISFLET R

BAFRATAS

DR %R

02-23123456 ext 71910
or 71917

Monogenic
neuromuscular
disorders (295
genes)

AARSZ ABCCY9 ABHD5 ACAD9 ACADVL
ACTA1 ACTC1 ACTN2 ACVR1 ADSSL1
AGL

AGRN AIFM1 AIRE AKAPY9 ALG13 ALG14
ALG2 ANK2 ANKRD1 ANO5 ATP2A1
B3GALNT2 B3GNT1 BAG3 BIN1 BVES
C100rf2 CACNA1A CACNALC CACNALS
CACNB2

CALR3 CAPN3 CASQ1 CASQ2 CAV3 CFL2
CHAT CHCHD10 CHKB CHRNA1 CHRNB1
CHRND CHRNE CHRNG CLCN1 CLN3
CNBP CNTN1 CNTNAP1 COL12A1
COL13A1 COL6A1 COL6A2 COLGA3
COL9A2 COL9A3 COLQ COMP COX15
CPT2 CRYAB CSRP3

CTNNA3 DAG1 DCST2 DES DMD DMPK
DNAJB6 DNM2 DOK7 DOLK DPAGT1
DPM1 DPM2 DPM3 DSC2 DSG2 DSP DTNA
DUX4 DYSF ECEL1 EMD ENO3 ETFA
ETFB ETFDH EYA4 FAM111B FASTKD?2
FHL1 FKBP14 FKRP FKTN FLAD1 FLNA
FLNC GAA GATAD1

GBE1 GFPT1 GJA5 GMPPB GNE GOLGAZ2
GPDI1L GYG1 GYS1 HCN4 HNRNPA1

HNRNPA2B1 HNRNPDL HRAS HSPG2
IKRKAP 1l K INPPSK ISCL) ISPD ITGAY
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Early Infantile
Epileptic
Encephalopathy (120
genes)

AARS ACY1 ADSL ALDH/A1 ALG13 AP3B2
ARFGEF2 ARHGEF9 ARV1 ARX BCKDK
BRAT1 CACNA1A CACNA2D2 CAD CASK
CDKL5 CHD2 CHRNA2 CHRNA4 CHRNB2
CLCN4 CLN3 CLN5 CLN6 CLN8 CNTNAP2
CSTB CTSD CTSF DENND5A DEPDC5
DNM1 DOCK7 DYRK1A EEF1A2 EFHC1
EPM2A ETHE1 FARS2 FGF12 FOLR1
FOXG1 FRRS1L GABRA1 GABRB1
GABRB3 GABRG2 GAMT GNAO1 GOSR2
GRIN2A GRIN2B GRIN2D GUF1 HCN1
HNRNPU ITPA KCNA2 KCNB1 KCNH5
KCNJ10 KCNQ2 KCNQ3 KCNT1 KCTD7
LGI1 MBD5 MDH2 MECP2 MEF2C MFSD8
NECAP1 NHLRC1 NPRL2 NRXN1 PCDH19
PIGA PIGO PLCB1 PNKP PNPO POLG
PPT1 PRRT2 RELN ROGDI SCARB2
SCNI1A SCN1B SCN2A SCN8A SCN9A SIK1
SLC12A5 SLC13A5 SLC19A3 SLC1A2
SLC1A4 SLC25A12 SLC25A22 SLC2A1

SI C35A2 S| CI9A6 SPTAN1 ST3GAI 3
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Hereditary Spastic
Paraplegia (76 genes)

AIM"OoL ALUTTLOAL ALUNToAL AL ANVITT UL

AP4B1 AP4E1 AP4M1 AP4S1 AP5Z1
ARLG6IP1 ARSI ATL1 ATP13A2 ATP2B4
B4GALNT1 BICD2 BSCL2 C120rf65
C19orf12 CAPN1 CCT5 CPT1C CYP2U1
CYP7B1 DDHD1 DDHD2 DSTYK ENTPD1
ERLIN1 ERLIN2 EXOSC3 FA2H FARS2
FLRT1 GAD1 GBA2 GJC2 HSPD1 IBA57
KIF1A KIF1C KIF5A L1ICAM MAG MARS
MARS2 MTPAP NIPA1 NT5C2 PGAP1 PLP1
PNPLA6 RAB3GAP2 REEP1 REEP2 RTN2
SACS SLC16A2 SLC33A1 SPAST SPG11
SPG20 SPG21 SPG7 TECPR2 TFG UCHL1
USP8 VAMP1 VPS37A WASHC5(KIAA0196)

AA/INDAO 700D ZNN\/CD0 Z0N\NNICD7

FiREAFARD S RTRES b
HEY %

A AT A A T &
FH% 3

02-3393-1030

Neuronal ceroid
lipofuscinosis, NCLs
(11 genes)

CLNS, CLN5, CLN6, CLN8, CTNS, CTSD,
CTSF, DNAJC5, MFSDS8, PPT1, TPP1
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Psychomotor
retardation (10

ARX, CDKL5, MECP2, DDC, GLUT1,
SCN1A, SLC6A3, SPR, TH, TOR1A, UBE3A

EXRAAFIFETHRZE

S

02-2382-6615

Neurofibromatosis

NF1, NF2, SMARCB1, SPRED1
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