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TestCode

FL3001

FL3002

FL3003

FL3004

FL3005

FL3006
FL3007
FL3008
FL3009
FL3010
FL3011
FL3012

FL3013

FL3014
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HBA

Epidermolysis Bullosa

(REEERRBEIKEIE)

Long QT Syndrome
(SERMQTEERGEIRE)

Acanthocytosis

(B RRFR M Bk 5E R)

McLeod syndrome

(McleodJEf%E¥)

Congenital Myasthenic Syndromes
(R B NAEAREE)

Perry syndrome

(N —fEMREE)

Crouzon syndrome

(D IV—Y VIEIREE)

Pfeiffer syndrome
(7 74 7 7 —EIRR)

Antley-Bixler syndrome
(7Y bL— - EY RS —IERE)

Tangier disease
(2 2 O—ILIR)

Congenital Dyserythropoietic Anemia (CDA)
(SEXRMF MR A EFE A M)

Sensorineural hearing loss (SNHL)
(BAEFRER AN RS HEE)

Marfan Syndrome
(RIVLT 7 VIEIREE)

Ehlers-Danlos Syndrome
(T—FRH U OREREE
(MER, &R, e, RAER) )

Gene List

COL7A1

CACNA1C, CALM1, CALM2,
CALM3, KCNE1, KCNH2, KCNJ2,
KCNQ1, SCN5A, TRDN, AKAP9,

ANK2, CAV3, KCNE2, KCNJ5,
SNTA1, SCN4B

VPS13A

XK

CHRNA1, CHRNB1, CHRND,
CHRNE, COLQ, AGRN, LRP4,
LABM2, MUSK, RAPSN, DOK?7,

CHAT, SCN4A, GFPT1, DPAGT1,

ALG2, ALG14, PLEC, PREPL

DCTN1

FGFR2, FGFR3

FGFR1, FGFR2

FGFR2, POR

ABCA1

CDAN1, SEC23B, KIF23, KLF1,
GATA1

ACTG1,CDH23, COCH, KCNQ4,

TECTA, TMPRSS3, WFS1

FBN1, TGFBR1, TGFBR2,
SMAD3, TGFB2, TGFB3

COL5A1, COL5A2, COL3A1,
PLOD1, ADAMTS2, CHST14,
FKBP14, ATP7A, B3GALTSG,
B4GALT7, COL12A1. COL1A1,
COL1A2, CRTAP, FLNA, P3H1,
SLC39A13

HEMA

¥80,000

¥80,000

¥80,000

¥80,000

¥80,000

¥80,000

¥80,000

¥80,000

¥80,000

¥80,000

¥80,000

¥80,000

¥80,000

¥80,000



TestCode

FL3015

FL3016

FL3017

FL3018

FL3019

FL3020

FL3021

FL3022

FL3023

FL3024

FL3025

FL3026

FL3027

FL3028

FL3029

K5~ ER

742
) REIREE

B 58 {0 I 15 BE

fife & B iE
(BCREHRER
[FEXRME)

X—F ViEER

BMAET £

JESER M4
R 25 4 4 15 B¥

T ILiR— k
fiE {5 3%

Jr7ra—&Mm

EARTEESF BR 1A
=il

TI3o—I
IiE 1% B

LWEY Y284
v-TAE

fiE 1% B¥

NEERETE
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HEA

Hereditary autoinflammatory disease
(EEEBCRAERE)

Epstein syndrome
(TTRZ A AEIREE)

Dravet syndrome
(KT NIEIREE)

Coffin-Siris syndrome
(741> ) REEIREE(CSS))

Kabuki Syndrome
(RELIEIREE(KS))

Pulmonary alveolar proteinosis

(flaERfE (BCREMERITEXME)

Noonan Syndrome
(R—F AEIEEE)

Osteogenesis Imperfecta and Bone Fragility
(BT LIE)

Atypical Hemolytic Uremic Syndrome
(GEERE AN (4 FR B AEE 1K AF)

Alport Syndrome
(7 ILiR— MEIRR)

Fanconi anemia
(Z7>a=%&M)

Sideroblastic anemia

(EfEMESRSF R R M)

Alagille Syndrome
(7 5 O—IVIEIRRE)

Rubinstein-Taybi Syndrome
(WE a3 A2 - TA EEEE)

PID_Ectodermal dysplasia
HEERRHTL)

Gene List

NLRC4, TREX1, RNASEH2B,

RNASEH2C, RNASEH2A, SAMHD1,

ADAR, IFIH1, ADA2, TNFAIP3,
TREX1

MYH9

SCN1A, SCN1B, SCN2A, GABRG2

ARID1A, ARID1B, SMARCBH1,
SMARCA4, SMARCE1, PHF6,
SOX11

KMT2D, KDM6A

CSF2RA, SFTPB, SFTPC, ABCAS,
CSF2RB, NKX2-1, FOXF1, GATA2,
OAS1, FARSB, TBX4

PTPN11,SOS1,RAF1,RIT1,KRAS,N
RAS,SHOC2,CBL,BRAF,
HRAS,MAP2K1,MAP2K2

BMP1,COL1A1,COL1A2,CRTAP,FK
BP10,IFITM5,P3H1,PPIB,SERPINF1
, SERPINH1,SP7,TMEM38B,WNT1,
SPARC,
FAM46A,MBTPS2,MESDC2

CFH, CFI, CD46, C3, CFB, THBD,
DGKE

COL4A5, COL4A3, COL4A4

FANCA , FANCB , FANCC , BRCA2
, FANCD2, FANCE, FANCF,
FANCG, FANCI, BRIP1, FANCL,
FANCM , PALB2, RAD51C, SLX4,
XPF, RAD51, BRCA1, UBE2T

ALAS2, SLC25A38, PUS1, ABCB?7,
GLRX5, SLC19A2

JAG1, NOTCH2

CREBBP, EP300

NFKBIA, IKBKB, ORAI1

FEMA

¥80,000
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¥80,000

¥80,000

¥80,000

¥80,000

¥80,000

¥80,000

¥80,000
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TestCode

FL3030

FL3031

FL3032

FL3033

FL3034

FL3035

FL3036

FL3037

FL3038

FL3039

FL3040

FL3041

FL3042

FL3043

FL3044

KB4

EHEERERE
fiE 1% B¥

EHEMERERE
fiE 1% B¥

EHEMERERE
fiE 1% B¥

EHEERERE
fiE 1% B¥

EHEMERERE
fiE 1% B¥

EHEMERERE
fiE 1% B¥

EHEERERE
fiE 1% B¥

EHEMERERE
fiE 1% B¥

EHEMERERE
fiE 1% B¥

EHEMERERE
fiE 1% B¥

EHEMERERE
fiE 1% B¥

EHEMERERE
fiE 1% B¥

EHEMERERE
fiE 1% B¥

EHEMERERE
fiE 1% B¥

ERERETE
fiE % 8%

HEA

PID_Familial hemophagocytic lymphocytosis
(RiEEMIRE R 7 FRIBEKIE)

PID_Autoimmune lymphoproliferative syndrome

(BT REME) v/ IBIEREIREE)

PID_Inflammatory bowel disease
(RIEMERRRE)

PID_Chronic granulomatous disease
(IS RNSFIEE)

PID_TLR dysplasia
(TLR E&EE)

Severe Combined Immunodeficiency (panel1)

(EEEERETZIE)

Severe Combined Immunodeficiency (panel2)

(EEEERETZIE)

PID_MHC deficiency
(MHC RA&4E)

Unclassifiable immunodeficiency (panel1)
(D ETF R RIET EIE)

Unclassifiable immunodeficiency (panel2)
(D ETF R RIET EIE)

PID_Neutropenia (panel1)
(4FHhEKRLAME (panel 1))

PID_Neutropenia (panel 2)
(4FhEKIRLME (panel2))

PID_High IgE Syndrome
(3 IgE 5E15E)

PID_Chronic cutaneous mucosal candidiasis
(BHEREHEIED » O FHE)

PID_B cell defects
(BHERERABIE)

Gene List

PRF1, UNC13D, STX11, STXBP2,
SLC7A7,LYST, RAB27A, AP3B1,
AP3D1, SH2D1A, XIAP

FAS, FASLG, CASP8, CASP10,
NRAS, KRAS, AIRE, FOXP3, IL2RA,
CTLA4, LRBA,STAT3, SH2D1A,
IKZF1, PIK3CD, PIK3R1, PRKCD,
TNFAIP3

IL10, IL10RA, IL10RB,
NFAT5,TGFB1, RIPK1, FOXP3,
IL2RA, CTLA4, LRBA, WAS, XIAP,
CYBA, CYBB, NCF2, NCF4,
TNFAIP3

CYBB,CYBA,NCF2,NCF4,G6PD

IRAK4, MYD88, NFKBIA, IKBKB,
RPSA, NKX2-5, RBCK1

IL2RG,JAKS,IL7R,RAG1,RAG2,DCL
RE1C,ADA,PNP,ZAP70,LIG4,NHEJ
1,TBX1

AK2,CORO1A,FOXN1,PRKDC,PTP

RC,STAT5B,0RAI1,STIM1,MAGT1,

RAC2,CHD7,SEMA3E,POLE,ATM,C
D3D,CD3E, CD247,LAT

TAP1,TAP2,B2M,CIITA,RFXANK,RF
X5,RFXAP

TNFSF12,TNFRSF13B,TNFRSF13C
,CD19,CR2,PLCG2,IKZF1,NFKB1,N
FKB2,SEC61A1,IRF2BP2,ATPGAP1
,SH3KBP1,ARHGEF1,DNMT3B,ZBT
B24,CDCA7,HELLS

ICOS,PLCG2,LRBA,CTLA4,IL21R,M
ALT1,MSN,CARD11,BCL10,ITK,PIK
3CD,PIK3R1,NFKB1,NFKB2

ELANE,HAX1,WAS,CSF3R,SRP54,
CXCR4

GFI1,G6PC3,SLC37A4,TAZ,VPS13
B,USB1,JAGN1,CLPB

STAT3,TYK2,IL6R,ZNF341,ERBIN,T
GFBR1,TGFBR2,SPINK5,PGM3,CA
RD11,DOCK8

IL17RA,IL17F,STAT1,TRAF3IP2,RO
RC,AIRE,STAT3,IL12RB1,IL12B,CA
RD9

BTK,IGLL1,CD79A,BLNK,PIK3CD,P
IK3R1,TCF3,SLC39A7, TRNT1,IKZF
1

FHEMA

¥80,000

¥80,000

¥80,000

¥80,000

¥80,000

¥80,000
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¥80,000

¥80,000



TestCode

FL3045

FL3046

FL3047

FL3048

FL3049

FL3050

FL3051

FL3052

FL3053

FL3054

FL3055

FL3056

FL3057

FL3058

KEA

EHEMERERE
fiE 1% 7%

EHEMERERE
fiE 1% 7%

EHEERERE
fiE 1% B¥

EHEMERERE
fiE 1% 7%

EHEMERERE
fiE 1% 7%
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fiE 1% 7%
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EHEMERERE
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EHEERERE
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fiE 1% 7%

EHEERERE
fiE 1% 5%

EHEMERERE
fiE 1% 5%

HB4A

PID_Prosthetic Deficiency (panel1)
(HRIARIBE)

PID_Prosthetic defects(panel2)
(HHARIEE) BiMtDESEZESE)

PID_Congenital immune def. syndrome
FERMERBEFSIEIREH (VA LR BRERN)

PID_Mendel‘s Genotype Mycobacteria Infect
(AU TIVERET A 2/\Y TV 7 BREEIE)

PID_High IgM Syndrome
(BlgM JEIEEE)

PID_IPEX syndrome
(IPEX fE{ZE¥)

PID_Wiskott-Aldrich syndrome
(D4 Ry bTILEY Y FEEE)

PID_Dyskeratosis congenital
(EXRMEAILREIE)

PID_Familial dendritic cell deficiency

(RERMERPAHRE R BIE)

PID Immunodeficiency with osteogenesisimperf.

(BRBAFEEH S RETEIE)

PID_DNA repair disorders
(DNA B8R EIE)

PID_EB virus-related lymphoproliferative dis
(EB 71 JLARHE ) 2/ tBIEIHKE)

PID_Leukocyte insufficiency

(B IMERIGTE R EIE)

PID_Phagocytic dysfunction
(RHERatEREREIE)

Gene List

C1QA,C1QB,C1QC,C1R,C18,C2,C3
,C5,C6,C7,C8A,C8B,C9,CFB,CFI,CF
P,MASP2,MBL2

SERPING1,F12,ANGPT1,PLG,CD5
5,CD59

STAT1,STAT2,IRF7,IFNAR1,IFIH1,T
LR3,TBK1,DBR1,IRF8, MCM4,TMC6
,TMC8,CXCR4

IL12RB1, IL12B, IL12RB2, IL23R,
IFNGR1, IFNGR2, STAT1, CYBB,
IRF8, TYK2, RORC, JAK1, GATA2

CD40LG, AICDA, CD40, UNG,
PIK3CD, PIK3R1, PTEN

FOXP3, IL2RA, IL2RB, CTLA4,
LRBA, STAT3, FERMT1,STAT1,
STATSB

WAS, ARPC1B, CDC42, WIPF1

DKC1, TERC, TERT, TINF2, RTELA1,
ACD, WRAPS53, PARN, CTC1,
DCLRE1C

SH2D1A, XIAP, CD27, RASGRP1,
CARMIL2, MAGT1, PRKCD, STK4,
ITK, ZAP70, MCM4, PIK3CD,
PIK3R1, NFKB1, CTLA4, PRF1,
STXBP2, FAS

GATA2, CSF2RA, CSF2RB, IRF7,
IRF8

SMARCAL1, RNU4ATAC, EXTL3

ATM, MRE11, NBN, RAD50, LIG4,
NHEJ1, DCLRE1C, PRKDC,
DNMT3B, ZBTB24, CDCA7, HELLS,
RNF168, MCM4, BLM

ITGB2, SLC35C1, FERMTS,
RASGRP2

RAC2, ACTB, FPR1, CTSC, WDR1,
MKL1, CEBPE, G6PD

FEH A

¥80,000
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¥80,000

¥80,000

¥80,000

¥80,000

¥80,000

¥80,000

¥80,000

¥80,000

¥80,000

¥80,000

¥80,000

¥80,000



TestCode

FL3059

FL3060

FL3061

FL3062

FL3063

FL3064

FL3065

FL3066

FL3067

FL3068

FL3069

FL3070

FL3071

FL3072

FL3073
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HEA

Urea Cycle Disorders OTC
(FRFH AV ILEEIE)

Urea Cycle Disorders PKU
(Z ==L b URIEEGTFRE)

Urea Cycle Disorders_ MSUD
(A= 0y TRIEEETFRE)

Urea Cycle Disorders_Homocystinuria
(RELRF URKIBEGEFRE)

Urea Cycle Disorders_Citrullinemia
(¥ by omfE (&) BEFRE)

Urea Cycle Disorders_Arginosuccinic acidemia
(ZILF/ 3/ 5 BEIdE)

Urea Cycle Disorders Methylmalonic acidemia
(A FIL7 O VEMEEEFRE)

Urea Cycle Disorders_Propionic acidemia
(FOEA UBIEEEFIRE)

Urea Cycle Disorders_Isovaleric acidemia
(M YV EEBRNESETRE)

Urea Cycle Disorders MGC
(AFLo B8 LT L URIBEIEFIRE)

Urea Cycle Disorders HMG-CoA reductase
HMG IiE(HMG-CoA ') 7 —+ RIBJE)

Urea Cycle Disorders_Complex carboxylase def
(EEHIKRXS 5 —ERISSE)

Urea Cycle Disorders_Glutaric acidemia type1
(7 IL3 JUBRIMSE | BY)

Urea Cycle Disorders_ MCAD
(PEHT L CoA Rt K RBER RABIE)

Urea Cycle Disorders_VLCAD
(#EREHT > )L CoA BikREER RIBIE)

Gene List

OTC, NAGS, CPS1, SLC25A15,
ARG1, ASS1, ASL

PAH, GCH1, PCBD1,PTS, QDPR,

SPR, DNAJC12

BCKDHA, BCKDHB, DBT, DLD

CBS, MTRR, MTR, MMACHC,
MMADHC, LMBRD1, MTHFR

ASS1, SLC25A13, ASL

ASL

MUT, PCCA, PCCB, ABCD4,

HCFC1, LMBRD1, MMAA, MMAB,

MMACHC, MMADHC

MUT, PCCA, PCCB

IVD

MCCC1, MCCC2

HMGCL

HLCS, BTD

GCDH

ACADM

ACADVL

FHEMA
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TestCode

FL3074

FL3075

FL3076

KEA HB4

MTP(LCHAD) Urea Cycle Disorders MTP
RABIE (ZEERER RIBIE)

Urea Cycle Disorders_CPT1
CPTIRBE (HIL=F /LI rIILES VR T S5—E 1 RIEE
)

e K 18R 4K 3t Urea Cycle Disorders_Wilson disease
R (EXRMIANHHEREEGFRE)

Gene List

HADHA, HADH, ACADVL

CPT1A, CPT2, SLC25A20,

SLC22A5

ATP7A, ATP7B

FEM A

¥80,000

¥80,000

¥80,000



[RIRF2HES ZERIEEE]

Test

Code

1101

1102

50001

50002

1204

1201

1251

1252

1271

1302

1411

1461

REH

B

B

(et

(et

B

B

B

B

B

fE5=

fE5=

fE5=

REA

Invitae < JL F HSA /SR )L
Invitae Multi-Cancer Panel

Invitae Common Hereditary Cancers Panel

InvitaeSTATEL AN A /SR JL
Invitae Breast Cancer STAT Panel

Invitae BRCA1 and BRCA2 STAT Panel
Invitae BRCA1 3 & U BRCA2 STAT /SR /L

InvitaeRLAAA B L CBARDSAT A FS5 4 oA

—ZAD IR
Invitae Breast and Gyn Cancers Guidelines-
Based Panel

Invitae LA A & & TIRAR AN A /R IL
Invitae Breast and Gyn Cancers Panel

Invitae#E B EBE A A /SR IL
Invitae Colorectal Cancer Panel

InvitaefEBEREA A K54 VX=X D/XR)L

Invitae Colorectal Cancer Guidelines-Based
Panel

Invitae B ASA /SR )L
Invitae Gastric Cancer Panel

InvitaeiB = EMEEE-1S R MAEE/ R L
Invitae Hereditary
Paraganglioma-Pheochromocytoma Panel

Invitae EIZ BB ER RERMB/A MK/ SRIL
Invitae Myelodysplastic Syndrome/Leukemia
Panel

Invitae ##% R /MBS /S 1 )L
Invitae Nervous System/Brain Cancer Panel

Gene List

AIP, ALK, APC, ATM, AXIN2, BAP1, BARD1, BLM, BMPR1A, BRCA1, BRCA2, BRIP1, CASR,
CDC73, CDH1, CDK4, CDKN1B, CDKN1C, CDKN2A, CEBPA, CHEK2, CTNNA1, DICER1, DIS3L2,
EGFR, EPCAM, FH, FLCN, GATA2, GPC3, GREM1, HOXB13, HRAS, KIT, MAX, MEN1, MET,
MITF, MLH1, MSH2, MSH3, MSH6, MUTYH, NBN, NF1, NF2, NTHL1, PALB2, PDGFRA, PHOX2B,
PMS2, POLD1, POLE, POT1, PRKAR1A, PTCH1, PTEN, RAD50, RAD51C, RAD51D, RB1,

RECQL4, RET, RUNX1, SDHA, SDHAF2, SDHB, SDHC, SDHD, SMAD4, SMARCA4, SMARCB1,
SMARCE1, STK11, SUFU, TERC, TERT, TMEM127, TP53, TSC1, TSC2, VHL, WRN, WT1

APC, ATM, AXIN2, BARD1, BMPR1A, BRCA1, BRCA2, BRIP1, CDH1, CDK4, CDKN2A, CHEK2,
CTNNA1, DICER1, EPCAM, GREM1, HOXB13, KIT, MEN1, MLH1, MSH2, MSH3, MSH6, MUTYH,
NBN, NF1, NTHL1, PALB2, PDGFRA, PMS2, POLD1, POLE, PTEN, RAD50, RAD51C, RAD51D,
SDHA, SDHB, SDHC, SDHD, SMAD4, SMARCA4, STK11, TP53, TSC1, TSC2, VHL

BRCA1, BRCA2, CDH1, PALB2, PTEN, STK11, TP53

BRCA1, BRCA2

ATM, BARD1, BRCA1, BRCA2, BRIP1, CDH1, CHEK2, EPCAM, MLH1, MSH2, MSH6, NF1,
PALB2, PMS2, PTEN, RAD51C, RAD51D, STK11, TP53

ATM, BARD1, BRCA1, BRCA2, BRIP1, CDH1, CHEK2, DICER1, EPCAM, MLH1, MSH2,
MSHS6, NF1, PALB2, PMS2, PTEN, RAD51C, RAD51D, SMARCA4, STK11, TP53

APC, AXIN2, BMPR1A, CDH1, CHEK2, EPCAM, GREM1, MLH1, MSH2, MSH3, MSH6,
MUTYH, NTHL1, PMS2, POLD1, POLE, PTEN, SMAD4, STK11, TP53

APC, AXIN2, BMPR1A, CHEK2, EPCAM, GREM1, MLH1, MSH2, MSH3, MSH6, MUTYH,
NTHL1, PMS2, POLD1, POLE, PTEN, SMAD4, STK11, TP53

APC, BMPR1A, CDH1, CTNNA1, EPCAM, KIT, MLH1, MSH2, MSH6, NF1, PDGFRA, PMS2,
SDHA, SDHB, SDHC, SDHD, SMAD4, STK11, TP53

MAX, NF1, RET, SDHA, SDHAF2, SDHB, SDHC, SDHD, TMEM127, VHL

ANKRD26, ATM, BLM, CBL, CEBPA, DDX41, ELANE, EPCAM, ERCC6L2, ETV6, G6PC3,
GATA2, GFI1, HAX1, IKZF1, KRAS, MECOM, MLH1, MSH2, MSH6, NBN, NF1, PMS2,
PTPN11, RTEL1, RUNX1, SAMD9, SAMDYL, SRP72, TERC, TERT, TP53

AIP, ALK, APC, DICER1, EPCAM, HRAS, LZTR1, MEN1, MLH1, MSH2, MSH6, NBN, NF1,
NF2, PHOX2B, PMS2, POT1, PRKAR1A, PTCH1, PTEN, RB1, SMARCA4, SMARCB1,
SMARCE1, SUFU, TP53, TSC1, TSC2, VHL



1261

1362

1361

1511

1301

1724

1728

1730

1731

1729

1703

1719

1712

1733

1701
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[B5 %

[B5 %

[E5 %

[E5 %

[E5 %

[E5 %

B 5=

&%=

&%=

&%=

B

B

B

&5 =

InvitaefEE R AS A /S L
Invitae Pancreatic Cancer Panel

InvitaeBISLAR DY A /SR L
Invitae Prostate Cancer Panel

Invitae B /R EEHY A /S IL
Invitae Renal/Urinary Tract Cancers Panel

Invitae PIfE/ S F )L
Invitae Sarcoma Panel

Invitae AR BRAS A/ )L
Invitae Thyroid Cancer Panel

Invitae:Z2 B K 3R-EMM B IR RIEESKFET R
[
Invitae Ataxia-Telangiectasia Test

InvitaeBAP 1B R HEN A R EEERBERE
Invitae BAP1 Hereditary Cancer Predisposition
Syndrome Test

Invitae 7 )L — LIEMREET X +
Invitae Bloom Syndrome Test

Invitaeh —=—#ET X b
Invitae Carney Complex Test

InvitaeCDC73EE D &4 7T X k
Invitae CDC73-Related Conditions Test

InvitaefAE S 27 v FEHE - RE/N R
Invitae Constitutional Mismatch Repair-
Deficiency Panel

InvitaeDICER1E& & T R b
Invitae DICER1 Syndrome Test

Invitae R &1 H L EF B BB AR/ AR IL
Invitae Familial Gastrointestinal Stromal Tumor
Syndrome Panel

Invitae R R R SF AR/ SR L
Invitae Familial Neuroblastoma Panel

Invitae BRCA1/2 Panel

APC, ATM, BMPR1A, BRCA1, BRCA2, CDKN2A, EPCAM, MEN1, MLH1, MSH2, MSH6, NF1,
PALB2, PMS2, SMAD4, STK11, TP53, TSC1, TSC2, VHL

ATM, BRCA1, BRCA2, CHEK2, EPCAM, HOXB13, MLH1, MSH2, MSH6, NBN, PMS2, TP53

BAP1, CDC73, CDKN1C, DICER1, DIS3L2, EPCAM, FH, FLCN, GPC3, MET, MLH1, MSH2,
MSH6, PMS2, PTEN, REST, SDHB, SDHC, SMARCA4, SMARCB1, TP53, TSC1, TSC2, VHL,
WT1

APC, BLM, CDKN1C, DICER1, EPCAM, EXT1, EXT2, FH, HRAS, KIT, MLH1, MSH2, MSH6,

NBN, NF1, PDGFRA, PMS2, POT1, PRKAR1A, PTCH1, RB1, RECQL4, SDHA, SDHB,

SDHC, SDHD, SUFU, TP53, WRN

APC, CHEK2, DICER1, PRKAR1A, PTEN, RET, TP53

ATM

BAP1

BLM

PRKAR1A

CDC73

EPCAM, MLH1, MSH2, MSH6, PMS2

DICER1

KIT, NF1, PDGFRA, SDHA, SDHB, SDHC, SDHD

ALK, PHOX2B

BRCA1, BRCA2

10



1707

1727

1723

1709

1711

1705

1717

1718

1725

1726

1741

1742

1715

1743

1706

&5 =

&5 =

&5 =

&5 =

&5 =

&5 =

B

B

B

B

fE5=

fE5=

fE5=

B

B

Invitaei BV EAEBNAERFRE
Invitae Hereditary Diffuse Gastric Cancer
Syndrome Test

InvitaeiB I FBHRBES L VEMBERE
Invitae Hereditary Leiomyomatosis and Renal
Cell Cancer Test

InvitaeiB I FLE KR EHENARKRE
Invitae Hereditary Papillary Renal Cell
Carcinoma Test

Invitae RIE M IRIEHE AR Y R— P K&
Invitae Familial Adenomatous Polyposis Test

Invitae HEMR Y R— S RERFE/ IV
Invitae Juvenile Polyposis Syndrome Panel

InvitaeLi-FraumenifE &8 T R b
Invitae Li-Fraumeni Syndrome Test

Invitae 2 FE N 5 BEHEI1EIRE
Invitae Multiple Endocrine Neoplasia Type 1
Test

Invitae % FE 1 N 7 AR IEAE2 R IR &
Invitae Multiple Endocrine Neoplasia Type 2
Test

InvitaeF 4 A —~NVHBRERET X b
Invitae Nijmegen Breakage Syndrome Test

InvitaeOligodontia-#& 7 E Iz h' A SE IR R &
Invitae Oligodontia-Colorectal Cancer Syndrome
Test

Invitae™ = LS —EE#H TR b
Invitae Werner Syndrome Test

Invitae™ « JL AR EH /SR IL
Invitae Wilms Tumor Panel

RE/NERES DL Y Y LMERRSE
Invitae Small Cell Carcinoma of the Ovary
Hypercalcemic Type Test

InvitaeWT1B:EEE 7 R +
Invitae WT1-Related Disorders Test

InvitaePeutz-JeghersfE &2 7 X +
Invitae Peutz-Jeghers Syndrome Test

CDH1

FH

MET

APC

BMPR1A, SMAD4

TP53

MENA1

RET

NBN

AXIN2

WRN

CDC73, CDKN1C, DIS3L2, GPC3, REST, WT1

SMARCA4

WT1

STK11

11



1737

1714

1101

1102

50001

50002

1202

1201

1251

1271

1302

1303

1411

fE5=

fE5=

EiEH

g%

EiEH

g%

EiEH

g%

EiEH

g%

EiEH

g%

EiEH

g%

s

g%

s

g%

s

g%

s

g%

s

g%

InvitaeRECQLABIEEE 7 X b
Invitae RECQL4-Related Disorders Test

Invitae> 7 F 4 FIEHREEMGEE/ SHRIL
Invitae Rhabdoid Tumor Predisposition
Syndrome Panel

Invitae < JL F HSA /SR )L
Invitae Multi-Cancer Panel

Invitae Common Hereditary Cancers Panel

InvitaeFLASASTAT/S R )L
Invitae Breast Cancer STAT Panel

InvitaeBRCA1# & NBRCA2STAT/S R )L
Invitae BRCA1 and BRCA2 STAT Panel

InvitaeELAS A /SR )L
Invitae Breast Cancer Panel

Invitae LAY A & & IR AR AN A/ IL
Invitae Breast and Gyn Cancers Panel

InvitaefElmER A A/ L
Invitae Colorectal Cancer Panel

Invitae B A8 A /SR )L
Invitae Gastric Cancer Panel

InvitaeiZ = EMZEE- SR MEE/ R
Invitae Hereditary Paraganglioma-
Pheochromocytoma Panel

Invitae & B 4K PR RE FTHEESE /N 1~ L
Invitae Hyperparathyroidism Panel

Invitae &= 1% & BE R s RUE IR B/ B AR/ SR L
Invitae Hereditary Myelodysplastic
Syndrome/Leukemia Panel

RECQL4

SMARCA4, SMARCB1

AIP, ALK, APC, ATM, AXIN2, BAP1, BARD1, BLM, BMPR1A, BRCA1, BRCA2, BRIP1, CASR,

CDC73, CDH1, CDK4, CDKN1B, CDKN1C, CDKN2A, CEBPA, CHEK2, CTNNA1, DICERT,
DIS3L2, EGFR, EPCAM, FH, FLCN, GATA2, GPC3, GREM1, HOXB13, HRAS, KIT, MAX,
MEN1, MET, MITF, MLH1, MSH2, MSH3, MSH6, MUTYH, NBN, NF1, NF2, NTHL1, PALB2,
PDGFRA, PHOX2B, PMS2, POLD1, POLE, POT1, PRKAR1A, PTCH1, PTEN, RAD50,
RAD51C, RAD51D, RB1, RECQL4, RET, RUNX1, SDHA, SDHAF2, SDHB, SDHC, SDHD,
SMAD4, SMARCA4, SMARCB1, SMARCE1, STK11, SUFU, TERC, TERT, TMEM127, TP53,
TSC1, TSC2, VHL, WRN, WT1

APC, ATM, AXIN2, BARD1, BMPR1A, BRCA1, BRCA2, BRIP1, CDH1, CDK4, CDKN2A,
CHEK2, CTNNA1, DICER1, EPCAM, GREM1, HOXB13, KIT, MEN1, MLH1, MSH2, MSH3,
MSH6, MUTYH, NBN, NF1, NTHL1, PALB2, PDGFRA, PMS2, POLD1, POLE, PTEN, RAD50,

RAD51C, RAD51D, SDHA, SDHB, SDHC, SDHD, SMAD4, SMARCA4, STK11, TP53, TSC1,
TSC2, VHL

BRCA1, BRCA2, CDH1, PALB2, PTEN, STK11, TP53

BRCA1, BRCA2

ATM, BARD1, BRCA1, BRCA2, CDH1, CHEK2, NF1, PALB2, PTEN, RAD51C, RAD51D,
STK11, TP53

ATM, BARD1, BRCA1, BRCA2, BRIP1, CDH1, CHEK2, DICER1, EPCAM, MLH1, MSH2,
MSH6, NF1, PALB2, PMS2, PTEN, RAD51C, RAD51D, SMARCA4, STK11, TP53

APC, AXIN2, BMPR1A, CDH1, CHEK2, EPCAM, GREM1, MLH1, MSH2, MSH3, MSH6,
MUTYH, NTHL1, PMS2, POLD1, POLE, PTEN, SMAD4, STK11, TP53

APC, BMPR1A, CDH1, CTNNA1, EPCAM, KIT, MLH1, MSH2, MSH6, NF1, PDGFRA, PMS2,
SDHA, SDHB, SDHC, SDHD, SMAD4, STK11, TP53

MAX, NF1, RET, SDHA, SDHAF2, SDHB, SDHC, SDHD, TMEM127, VHL

AP2S1, CASR, CDC73, CDKN1B, GNA11, MEN1, RET

ANKRD26, ATM, BLM, CBL, CEBPA, DDX41, ELANE, EPCAM, ERCC6L2, ETV6, G6PC3,
GATA2, GFI1, HAX1, IKZF1, KRAS, MECOM, MLH1, MSH2, MSH6, NBN, NF1, PMS2,
PTPN11, RTEL1, RUNX1, SAMD9, SAMDYL, SRP72, TERC, TERT, TP53

12



1461

1261

1362

1361

1511

1301

444743

1724

1728

1730

1731

1729

1703

1707

%

g%

%

g%

EiEH

g%

EiEH

g%

EiEH

g%

EiEH

g%

EiEH

g%

EiEH

[E%

EiEH

[E%

EiEH

[E%

EiEH

[E%

EiE

[E%

EiEH

[E%

EiEH

[E%

Invitae #9#2 R /MK IE R /S 1 )L
Invitae Nervous System/Brain Cancer Panel

InvitaeBE B AY A /X 1 L
Invitae Pancreatic Cancel Panel

InvitaeBIIZBRAS A /X F L
Invitae Prostate Cancer Panel

Invitae B /FREE DY A /IR JL
Invitae Renal/Urinary Tract Cancers Panel

Invitae A fE/ S # JL
Invitae Sarcoma Panel

Invitae FARBR DY A/ S 1 )L
Invitae Thyroid Cancer Panel

InvitaeRif 3L IR S AVHRR/S )L
Invitae Prostate Cancer HRR Panel

InvitaeiE Bf 5 3 - & # 10 & 4l 3R 14 & B K R E T
Rk
Invitae Ataxia-Telangiectasia Test

InvitaeBAP 1 E ASA & RE R B IRE
Invitae BAP1 Hereditary Cancer Predisposition
Syndrome Test

Invitae 7 )L— LEIREE T X b
Invitae Bloom Syndrome Test

Invitaeh—=—8ET X b
Invitae Carney Complex Test

InvitaeCDC73B:EDEH TR +
Invitae CDC73-Related Conditions Test

InvitaefAE = X7 v FBE - R R
Invitae Constitutional Mismatch Repair-
Deficiency Panel

InvitaeiB I U E AL BN AERFRE
Invitae Hereditary Diffuse Gastric Cancer
Syndrome Test

AIP, ALK, APC, DICER1, EPCAM, HRAS, LZTR1, MEN1, MLH1, MSH2, MSH6, NBN, NF1,
NF2, PHOX2B, PMS2, POT1, PRKAR1A, PTCH1, PTEN, RB1, SMARCA4, SMARCB1,
SMARCE1, SUFU, TP53, TSC1, TSC2, VHL

APC, ATM, BMPR1A, BRCA1, BRCA2, CDKN2A, EPCAM, MEN1, MLH1, MSH2, MSH6, NF1,
PALB2, PMS2, SMAD4, STK11, TP53, TSC1, TSC2, VHL

ATM, BRCA1, BRCA2, CHEK2, EPCAM, HOXB13, MLH1, MSH2, MSH6, NBN, PMS2, TP53

BAP1, CDC73, CDKN1C, DICER1, DIS3L2, EPCAM, FH, FLCN, GPC3, MET, MLH1, MSH2,
MSH6, PMS2, PTEN, REST, SDHB, SDHC, SMARCA4, SMARCB1, TP53, TSC1, TSC2, VHL,
WT1

APC, BLM, CDKN1C, DICER1, EPCAM, EXT1, EXT2, FH, HRAS, KIT, MLH1, MSH2, MSH6,
NBN, NF1, PDGFRA, PMS2, POT1, PRKAR1A, PTCH1, RB1, RECQL4, SDHA, SDHB, SDHC,
SDHD, SUFU, TP53, WRN

APC, CHEK2, DICER1, PRKAR1A, PTEN, RET, TP53

ATM, BARD1, BRCA1, BRCA2, BRIP1, CHEK2, FANCL, PALB2, RAD51C, RAD51D

ATM

BAP1

BLM

PRKAR1A

CDC73

EPCAM, MLH1, MSH2, MSH6, PMS2

CDH1

13



B InvitaeDICER1EIREE T R k

1719 %5 Invitae DICER1 Syndrome Test DICER1
e B Invitae RIEHRRIEME AR ) R— 2 X &E APC
%5 Invitae Familial Adenomatous Polyposis Test
. Invitae R i HAL B B BB AE B /SR IL
Bt

1712 S Invitae Familial Gastrointestinal Stromal Tumor KIT, NF1, PDGFRA, SDHA, SDHB, SDHC, SDHD
Syndrome Panel

Invitae R IR T EARRERE

92015 R Invitae Familial Isolated Pituitary Adenomas AIP

&% T

est

B Invitae R it M #% SF MR RE/ S L
s E5 Invitae Familial Neuroblastoma Panel ALK, PHOX2B
1701 ’%;%I* Invitae BRCA1/2 Panel BRCA1, BRCA2

v Invitae BEHETEFEES K UBHMBERE

Bt

1727 Invitae Hereditary Leiomyomatosis and Renal FH

B Cell Cancer Test
i InvitaeiB I EL BB KR EMAaN A BRE
1723 )EEZ;% Invitae Hereditary Papillary Renal Cell MET
Carcinoma Test
B InvitaeF MR ) R— 2 REERBE/ AR IL
1 %5 Invitae Juvenile Polyposis Syndrome Panel BMPR1A, SMAD4
B InvitaeLi-FraumenifE R & 7 R +
1705 %5 Invitae Li-Fraumeni Syndrome Test TP53
——_ InvitaeZ FHEN D W EBE1RRE
1717 B K Invitae Multiple Endocrine Neoplasia Type 1 MEN1
&% T
est
i Invitae % FEMERN 5 i R IEE 2R 1R E
1718 )EEZ;% Invitae Multiple Endocrine Neoplasia Type 2 RET

Test

InvitaeMUTYHBEER ) ;R— S RIERFET X b

1710 )Eﬂgéi Invitae MUTYH-Associated Polyposis MUTYH
Syndrome Test
1705 BRI InvitaeF= A A —~ UHBAERE T R b NBN
%5 Invitae Nijmegen Breakage Syndrome Test
o InvitaeOligodontia-#& i E M ASE IR B R &
Bt

1726 S Invitae Oligodontia-Colorectal Cancer AXIN2
Syndrome Test



1706

1737

1714

1715

1741

1742

1743

EiEH

&%

EiEH

&%

EiEH

[E%

EiEH

[E%

EiE

[E%

EiEH

[E%

EiE

[E%

InvitaePeutz-JeghersfE & & 7 X
Invitae Peutz-Jeghers Syndrome Test

InvitaeRECQLA4BSEEE T R b
Invitae RECQL4-Related Disorders Test

Invitae> 7 KA FIEBREERE/ AR
Invitae Rhabdoid Tumor Predisposition
Syndrome Panel

E/NES ALY Y LNMERBRE
Invitae Small Cell Carcinoma of the Ovary
Hypercalcemic Type Test

Invitae™ T )L+ —EEHT R b
Invitae Werner Syndrome Test

Invitae™ 1 L LR BB /AR L
Invitae Wilms Tumor Panel

InvitaeWT1BEEE T R b
Invitae WT1-Related Disorders Test

STK11

RECQL4

SMARCA4, SMARCB1

SMARCA4

WRN

CDC73, CDKN1C, DIS3L2, GPC3, REST, WT1

WT1
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[RIRF2HES ZERIEEE]

Test .
Code ZRH HAA Gene List

ABCC9, ACADVL, ACTC1, ACTN2, AGL, ALMS1, ALPK3, BAG3, BRAF, CACNA1C,
CACNA1D, CALM1, CALM2, CALM3, CASQ2, CBL, CDH2, CPT2, CRYAB, CSRP3, DES, DMD
DNAJC19, DOLK, DSC2, DSG2, DSP, ELAC2, EMD, EYA4, FHL1, FKRP, FKTN, FLNC, GAA,
InvitaeF 2[R & DEFEE D BIFH /AR GATA4, GATAS, GJAS, GLA, HCN4, HRAS, JUP, KCNE1, KCNH2, KCNJ2, KCNQ1, KRAS,
2101 D& E  Invitae Arrhythmia and Cardiomyopathy LAMP2, LMNA, LZTR1, MAP2K1, MAP2K2, MRAS, MTO1, MYBPC3, MYH7, MYL2, MYL3,
Comprehensive Panel MYL4, MYLK3, NF1, NKX2-5, NRAS, PCCA, PCCB, PKP2, PLN, PPA2, PPCS, PPP1CB,
PRKAG2, PTPN11, RAF1, RASA1, RBM20, RIT1, RYR2, SCN5A, SDHA, SGCD, SHOC2,
SLC22A5, SOS1, SOS2, SPRED1, TAZ, TBX20, TCAP, TMEM43, TMEM70, TNNC1, TNNI3,
TNNI3K, TNNT2, TPM1, TRDN, TRPM4, TTN, TTR, VCL

Invitae )L A S IEIREET X

2212 LERRE Invitae Brugada Syndrome Test SCNS5A
Invitae#A T3 — LT I VEBMHE S HMEDE
2213 DR R Invi ﬁm/?*”ﬁ . CALM1, CALM2, CALM3, CASQ2, KCNJ2, RYR2, TRDN
nvitae Catecholaminergic Polymorphic
Ventricular Tachycardia Panel
Y InvitaeQTE R AE &R/ SR IL
2211 IDERE Invitae Long QT Syndrome Panel CACNA1C, CALM1, CALM2, CALM3, KCNE1, KCNH2, KCNJ2, KCNQ1, SCN5A, TRDN
214 DEggm  nvieexa— PATERE/IRL KCNH2, KCNJ2, KCNQ1

Invitae Short QT Syndrome Panel

Invitae 7~ Z& AR 14 1D B E /X R L

2263 DLWEE  Invitae Arrhythmogenic Cardiomyopathy ACTN2, BAG3, CDH2, DES, DSC2, DSG2, DSP, EMD, FLNC, JUP, LMNA, PKP2, PLN, PPA2,

PRKAG2, RBM20, RYR2, SCN5A, TMEM43, TNNI3, TNNT2, TTN

Panel
ABCC9, ACADVL, ACTC1, ACTN2, AGL, ALMS1, ALPK3, BAG3, BRAF, CACNA1C, CBL,
CPT2, CRYAB, CSRP3, DES, DMD, DNAJC19, DOLK, DSC2, DSG2, DSP, ELAC2, EMD,
Invitae i FFAE R & /S R IL EYA4, FHL1, FKRP, FKTN, FLNC, GAA, GLA, HCN4, HRAS, JUP, KRAS, LAMP2, LMNA,
2251 & A  Invitae Cardiomyopathy Comprehensive LZTR1, MAP2K1, MAP2K2, MRAS, MTO1, MYBPC3, MYH7, MYL2, MYL3, MYLKS3, NF1,
Panel NRAS, PCCA, PCCB, PKP2, PLN, PPCS, PPP1CB, PRKAG2, PTPN11, RAF1, RASA1,

RBM20, RIT1, RYR2, SCN5A, SDHA, SGCD, SHOC2, SLC22A5, SOS1, SOS2, SPRED1, TAZ,
TBX20, TCAP, TMEM43, TMEM70, TNNC1, TNNI3, TNNI3K, TNNT2, TPM1, TTN, TTR, VCL

ABCC9, ACADVL, ACTC1, ACTN2, ALMS1, ALPK3, BAG3, CPT2, CRYAB, CSRP3, DES,

Invitaed 36 B b B 5/ SR UL DMD, DNAJC19, DOLK, DSC2, DSG2, DSP, EMD, EYA4, FKRP, FKTN, FLNC, HCN4, JUP,

2262 DEEE  Invit . LAMP2, LMNA, MYBPC3, MYH7, MYLK3, PCCA, PCCB, PKP2, PLN, PPCS, RAF1, RBM20.
Invitae Dilated Cardiomyopathy Panel ' pyps "SoN5A, SDHA, SGCD, SLC22A5. TAZ, TBX20, TCAP, TMEM43, TMEM70, TNNCA,
TNNI3, TNNI3K, TNNT2, TPM1, TTN, TTR, VCL
. e ACADVL, ACTC1, ACTN2, AGL, ALPK3, BAG3, CACNA1C, CPT2, CSRP3, DES, ELAC2,
N Invitae B KX & D B E/ S R IL
2261 Db E FHL1, FLNC, GAA, GLA, LAMP2, MTO1, MYBPC3, MYH7, MYL2, MYL3, PLN, PRKAG2.

Invitae Hypertrophic Cardiomyopathy Panel TCAP, TNNC1, TNNI3, TNNT2, TPM1, TTR, VCL

Ny . c
DS Invitae BIZHEAEY BV F—P R/ )L

5201 , . .
Invitae Hereditary Hemochromatosis Panel

FTH1, HAMP, HFE, HJV, SLC40A1, TFR2

Invitae#BIEE RS VA FLF UBAMET =
04 F—J R (hATTR7Z7E2HRA F—IR)
2265 ILfKE  HRZE  Invitae Hereditary Transthyretin- TTR
mediated amyloidosis (hATTR amyloidosis)
Test

ACTC1, ACVR2B, ALMS1, BCOR, BRAF, CASZ1, CBL, CHD7, CRELD1, ELN, FOXH1,
GATA4, GATAS5, GATAG, GDF1, GJA1, GPC3, HAND1, HAND2, HRAS, JAG1, KDM6A,
KMT2D, KRAS, LEFTY2, MAP2K1, MAP2K2, MED13L, MEIS2, MESP1, MYH6, NFATCA1,
NKX2-5, NKX2-6, NODAL, NOTCH1, NR2F2, NRAS, NSD1, PLD1, PTPN11, RAF1, RBFOX2,
RIT1, ROBO1, SHOC2, SMADG6, SOS1, TAB2, TBX1, TBX20, TBX5, TFAP2B, ZFPM2, ZIC3

InvitaeZE XD EE /SR IL

4204 DR S . ; .
DB Invitae Congenital Heart Disease Panel

16



Invitaei& {z 14 H if 14 & # i & 4 R E &
FUMEHFH/ AR
2352 DK SR Invitae Hereditary Hemorrhagic ACVRL1, ENG, EPHB4, GDF2, RASA1, SMAD4
Telangiectasia and Vascular
Malformations Panel

InvitaeREM S 2 L XA 70— )LIMjE/N

Ny ES]%
2401 LERAE Invitae Familial Hypercholesterolemia APOB, LDLR, LDLRAP1, PCSK9
Panel
. Invitae i BARIEM R M/ SHL o0 1 AQP1, ATP13A3, BMPR2, CAV1, EIF2AK4. ENG, GDF2, KCNK3, SMADS, SOXA7,
2351 ILERE Invitae Pulmonary Arterial TBX4
Hypertension Panel
Invitae X BIARAE 48 & /S L ACTA2, ADAMTS10, BGN, CBS, COL3A1, COL5A1, COL5A2, EFEMP2, FBN1, FBN2, FLNA,
2301 DEEE®E  Invitae Aortopathy Comprehensive ~ FOXE3, LOX, MED12, MFAP5, MYH11, MYLK, NOTCH1, PLOD1, PRKG1, SKI, SLC2A10,
Panel SMAD2, SMAD3, SMAD4, TGFB2, TGFB3, TGFBR1, TGFBR2

InvitaeEhlers-% > O X fE{&EE /SR L
2313 DK E Invitae Ehlers-Danlos Syndrome
Panel

ADAMTS2, ATP7A, B3GALT6, B4GALT7, CHST14, COL12A1, COL1A1, COL1A2, COL3A1,
COL5A1, COL5A2, CRTAP, FKBP14, FLNA, P3H1, PLOD1, SLC39A13

InvitaeLoeys-DietzfiE {& & /4 JL

2311 DK ER ) ;
O Invitae Loeys-Dietz Syndrome Panel

FBN1, SMAD2, SMAD3, TGFB2, TGFB3, TGFBR1, TGFBR2

Invitae< L7 7 VEIREE T X b
DR = ‘
2312 bR Invitae Marfan Syndrome Test FBNT

Invitae £t [ A B BEAE IR 8%/ N 1R L

1722 K E#HH Invitae Basal Cell Nevus Syndrome PTCH1, SUFU
Panel
InvitaeBirt-Hogg-DubéfE {Z & T R
1720 RIBKE Invitae Birt-Hogg-Dubé Syndrome FLCN
Test

Invitae ) > FREEEE /SR L

1702 REHEE . EPCAM, MLH1, MSH2, MSH6, PMS2
Invitae Lynch Syndrome panel
, Invitae* 5 / —< /3% )L
1561 REHESE Invitae Melanoma Panel BAP1, BRCA2, CDK4, CDKN2A, MITF, POT1, PTEN, RB1, TP53
Invitae * 5 / — < -BEREA A SEIREE/ SR IL
1713 RISKE Invitae Melanoma-Pancreatic Cancer CDK4, CDKN2A

Syndrome Panel

Invitae #H 2 4R NEE 2RV IRE

467 RIRRE Invitae Neurofibromatosis Type 2 Test NF2
| Invitae> 27/ % =L R/
4168 RIEHRAE Invitae Schwannomatosis Panel LZTR1, NF2, SMARCB1
‘ Invitae$E B I BE AL BE4E & /S L
721 REKRE Invitae Tuberous Sclerosis Complex Panel TSC1, TSC2
434302 Rsm  nVitaeAdams-F U/ —iERER/ SR L ARHGAP31, DLL4, DOCK6, EOGT, KCTD1, NOTCH1, RBPJ, UBR1
Invitae Adams-Oliver Syndrome Panel
st63 gmm "o Cardo-Feck Cutaneous Syndrome BRAF, KRAS, MAP2K1, MAP2K2, SHOC2, SOS1
ABCA12, ABHD5, ALDH3A2, ALOX12B, ALOXE3, AP1S1, AQP5, CAST, CDSN, CERS3,
TR CLDN1, CYP4F22, EBP, ELOVL1, ELOVL4, GJA1, GJB2, GJB3, GJB4, GJB6, KDSR, KRT1,
434346 Sk Invit:g";:n ooital lonthuosis pane  KRT10, KRT2, KRT9, LIPN, LOR, MBTPS2, NIPAL4, PEX7, PHYH, PNPLA1, POMP, SDR9C7,
9 v SERPINB7, SERPINBS, SLC27A4, SNAP29, SPINK5, ST14, STS, SULT2B1, SUMF1, TGM1,
VPS33B, ZMPSTE24
ANTXR1, APCDD1, ATP7A, AXIN2, BCS1L, BMP4, CDH3, CDSN, CLDN1, CTSC, DSG4, DSP,
o ) . EDA, EDAR, EDARADD, EGFR, ERCC2, ERCC3, ERCC8, GJA1, GJB2, GJB6, GRHL2,
w”**?';*;‘;g‘;gg;gﬁb ERIN GTF2E2, GTF2H5, HOXC13, HR, IRF6, JUP, KANK2, KDF1, KREMEN1, KRT14, KRT16,
5021 EEEE IRAEISAPLEE s KRT17, KRT25, KRT6A, KRT6B, KRT6C, KRT71, KRT74, KRT83, KRT85, LIPH, LPARSG, LRP6,

Invitae Ectodermal Dysplasia with or without

Tooth Agenesis Panel LSS, LTBP3, MBTPS2, MPLKIP, MSX1, NECTIN1, NECTIN4, NFKBIA, PAX9, PKP1, POC1A,

PORCN, PTH1R, RIN2, RNF113A, RPL21, SMOC2, SNRPE, SOX18, SPINK5, TFAP2B, TP63,

TRPS1, TRPV3, TSPEAR, WNT10A, WNT10B 17
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Invitae L &9 RIERE T R +
Invitae Legius Syndrome Test

InvitaeBR R [ A RFE/ SR L
Invitae Oculocutaneous Albinism Panel

Invitae vanderWoudefE & & /X JL
Invitae van der Woude Syndrome Panel

Invitae & R IEFZ B AE/ S F L

Invitae Xeroderma Pigmentosum Panel

Invitae7 > K07 O RIGE/ SR IV
Invitae Androgen Insensitivity Panel

H 418K L DInvitaefES
Invitae Disorders of Sex Development
Panel

ZHEDHEMREET R FDInvitaelEE
Invitae Disorders of Female Sex
Development Test

SPRED1

AP3B1, AP3D1, BLOC1S3, BLOC1S6, C100RF11, DTNBP1, FRMD7, GPR143, HPS1, HPS3,
HPS4, HPS5, HPS6, LYST, MLPH, MYOS5A, OCA2, RAB27A, SLC24A5, SLC38A8, SLC45A2,
TYR, TYRP1

GRHL3, IRF6

DDB2, ERCC1, ERCC2, ERCC3, ERCC4, ERCC5, POLH, XPA, XPC

AR, SRD5A2

AMH, AMHR2, ANOS1, AR, ARX, ATRX, B3GLCT, CBX2, CCNQ, CHD7, CKAP2L, CYB5A,
CYP11A1, CYP11B1, CYP17A1, CYP19A1, DHH, DMRT1, ESR2, FRAS1, FREM2, H6PD,
HHAT, HOXA13, HSD17B3, HSD3B2, KL, LHCGR, LHX3, LHX4, MAMLD1, MAP3K1, NROB1,
NR5A1, POR, PROP1, PSMC3IP, RSPO1, SOX9, SPECC1L, SRD5A2, SRY, STAR, TNK2,
TOE1, TSPYL1, TWIST2, UBR1, WNT4, WNT9B, WT1, WWOX, ZFPM2

SRY

ANOS1, AXL, CCDC141, CHD4, CHD7, CYP19A1, DHCRY7, DUSP6, FEZF1, FGF17, FGFS8,

Invitaef 33 F FAELEETF FFAE orpg FIRT3 FSHB, GNRH1, GNRHR, HESX1, HS6ST1, IGSF10, IL17RD. KISS1, KISS1R,

EINR IV

Invitae Hypogonadotropic Hypogonadism

Panel

Invitae B FE AR R/ S L
Invitae Monogenic Obesity Panel

Invitae &l FRAK PR A RE TTHEFE /N R L
Invitae Hyperparathyroidism Panel

Invitae BE S 14 MEPR A / SR L
Invitae Monogenic Diabetes Panel

Invitael& 1) > MAE/ S H L
Invitae Hypophosphatemia Panel

InvitaeX-Linked{& ') > E& M fiE T X k

KLB, LEP, LEPR, LHB, LMNA, NROB1, NSMF, PCSK1, PLXNA1, POLR3B, PROK2, PROKR2,
PROP1, RELN, RNF216, SEMA3A, SOX10, SOX2, SPRY4, SRA1, SRY, TAC3, TACRS,
WDR11

ADCY3, AFF4, ALMS1, ARL6, BBIP1, BBS1, BBS10, BBS12, BBS2, BBS4, BBS5, BBS7, BBS9,
BDNF, C8BORF37, CEP164, CEP19, CEP290, CPE, CREBBP, CUL4B, DYRK1B, EP300, FBN3,
GNAS, GPR101, IFT172, IFT27, IFT74, KDM6A, KIDINS220, KIF7, KMT2D, KSR2, LEP, LEPR,
LZTFL1, MAGEL2, MC3R, MC4R, MEGF8, MKKS, MKS1, MRAP2, NLGN2, NPY, NROB2,
NTRK2, PCSK1, PHF6, POMC, PPARG, PRMT7, RAB23, RAI1, RPS6KA3, SCLT1, SDCCAGS,
SETD2, SH2B1, SIM1, TRAPPC3, TRAPPC9, TRIM32, TTC8, UCP3, VPS13B, WDPCP

AP2S1, CASR, CDC73, CDKN1B, GNA11, MEN1, RET

ABCCS8, APPL1, BLK, EIF2AK3, FOXP3, GATA4, GATAG, GCK, GLIS3, HNF1A, HNF1B,
HNF4A, IER3IP1, INS, KCNJ11, KLF11, MNX1, NEUROD1, NEUROG3, NKX2-2, PAX4, PDX1,
PPARG, PTF1A, RFX6, SLC19A2, WFS1, ZFP57

ALPL, CLCNS5, CTNS, CYP27B1, CYP2R1, DMP1, ENPP1, FAH, FAM20C, FGF23, FGFR1,
GNAS, OCRL, PHEX, SLC34A1, SLC34A3, VDR

PHEX

Invitae X-Linked Hypophosphatemia Test

Invitaes#BZEANEY BT b—2 RS8R IL

Invitae Hereditary Hemochromatosis Panel FTH1, HAMP, HFE, HJV, SLC40A1, TFR2

Invitae7 > F FA Y E VIIRBERE

Invitae Antithrombin 11l Deficiency Test SERPINC1

Invitae B EHEMEERE /AR IL

i [ e T e e ADAMTS13, F2, F5, F9, FGB, FGG, MPL, PROC, PROS1, SERPINC1, THBD

Invitae 7B F A4 YCRZET R bk

Invitae Protein C Deficiency Test PROC

Invitae 7B T4 VSRZAET R b

PROS1
Invitae Protein S Deficiency Test oS

ABCB7, ACD, ADA2, AK2, ALAS2, AP3B1, BRCA2, BRIP1, CD40, CD40LG, CEBPE, CLPB, CSF3R,
CTC1, CXCR4, DDX41, DKC1, DNAJC21, EFL1, ELANE, ERCC4, ERCC6L2, FANCA, FANCB,
FANCC, FANCD2, FANCE, FANCF, FANCG, FANCI, FANCL, G6PC, G6PC3, GATA1, GATA2, GFI1,
HAX1, HTRA2, JAGN1, LYST, MECOM, MPL, MYSM1, NHP2, NOP10, PALB2, PARN, POT1,
RAB27A, RBM8A, RECQL4, RMRP, RPL11, RPL15, RPL26, RPL35A, RPL5, RPS10, RPS19, RPS24,
RPS26, RPS29, RPS7, RTEL1, RUNX1, SAMD9, SAMDOIL, SLC37A4, SLX4, SMARCD2, SRP54,
SRP72, STK4, STN1, TAZ, TCN2, TERC, TERT, TIMM50, TINF2, TP53, UBE2T, USB1, VPS13B,
VPS45, WAS, WRAPS53

Invitae B RER LIEIR /SR IL
Invitae Bone Marrow Failure Syndromes
Panel

18



InvitaeDiamond-Blackfan& i/ ¥ % JL GATA1, MYSM1, RPL11, RPL15, RPL26, RPL35A, RPL5, RPS10, RPS19, RPS24, RPS26,

5313 MiAKA Invitae Diamond-Blackfan Anemia Panel RPS29, RPS7

5314 Kk InvitaeE REBIERERE/ SR IL ACD, CTC1, DKC1, NHP2, NOP10, PARN, POT1, RTEL1, STN1, TERC, TERT, TINF2,
ek Invitae Dyskeratosis Congenita Panel WRAP53

5311 Kk Invitae 7 7 >3 =& Mf/Xx )L BRCA2, BRIP1, ERCC4, FANCA, FANCB, FANCC, FANCD2, FANCE, FANCF, FANCG, FANCI,
! - Invitae Fanconi Anemia Panel FANCL, PALB2, SLX4, UBE2T
s InvitaeWASEAEDEE T X +

5318 MALRE Invitae WAS-Related Disorders Test WAS

5314 GBS Invitae st 1 £ b B2 /S L ACD, CTC1, DKC1, NHP2, NOP10, PARN, POT1, RTEL1, STN1, TERC, TERT, TINF2,

WRAP53

BLM, BLNK, BTK, CCBE1, CD19, CD27, CD79A, CD79B, CD81, CDC42, CDCA7, DNMT3B,
InvitaefE A > <45 AT VHfE/SRIL FAT4, FNIP1, GATA2, HELLS, ICOSLG, IGLL1, IL2RB, IRF2BP2, IRF4, KMT2A, LIGT1,
Invitae Agammaglobulinemia Panel LRRC8A, MOGS, MYSM1, OAS1, PIK3R1, SEC61A1, SH2D1A, SLC39A7, TCF3, TOP2B,
TRNT1, XIAP, ZBTB24

8111 REKRE

ARHGEF1, ATP6AP1, CD19, CD27, CD81, CR2, CTLA4, CXCR4, DCLRE1C, ICOS, IKZF1,
8112 G Invitae Common Variable IL21, IL21R, IRF2BP2, JAK3, KDM6A, KMT2D, LRBA, MS4A1, NFKB1, NFKB2, NSMCE3,
-~ Immunodeficiency Panel PIK3CD, PIK3R1, PLCG2, PRKCD, RAC2, RAG1, RAG2, SH3KBP1, STAT3, STXBP2,
TNFRSF13B, TNFRSF13C, TNFSF12, VAV1

InvitaeHyperlgEfE & & /S )L

s113 REEE CARD11, DOCK8, DSG1, ERBIN, IL6R, IL6ST, PGM3, SPINK5, STAT3, TYK2, ZNF341
nvitae Hyper IgE Syndrome Panel
8114 REHES I i e I AICDA, CD40, CD40LG, PIK3CD, PIK3R1, UNG

Invitae Hyper IgM Syndrome Panel

ACPS5, ADA, ADA2, ADAM17, ADAR, AICDA, AIRE, ANKZF1, AP3B1, ARPC1B, ASAH1, BACH2,
BLOC1S6, BTK, C170RF62, CARD14, CARD8, CASP10, CASP8, CCBE1, CD27, CD3G, CD40,
CD40LG, COPA, CR2, CTLA4, CYBA, CYBB, DCLRE1C, DDX58, DEF6, DKC1, DNASE1L3, DNASE2,
DOCKS8, DSG1, DUOX2, ELANE, FADD, FAS, FASLG, FCHO1, FOXP3, G6PC3, ICOS, IFIH1, IL10,
IL10RA, IL10RB, IL1RN, IL21, IL21R, IL2RA, IL2RB, IL2RG, IL36RN, IRF2BP2, ITCH, ITGAM, ITGB2,
ITK, JAK1, LIG4, LPIN2, LRBA, LYN, LYST, MAGT1, MEFV, MVK, NCF2, NCF4, NFAT5, NFKB1,
NFKB2, NFKBIA, NLRC4, NLRP1, NLRP12, NLRP3, NOD2, OAS1, ORAI1, OTULIN, PEPD, PIK3CD,
PIK3R1, PLCG2, PNP, POLA1, POMP, PRF1, PRKCD, PSMA3, PSMB4, PSMB8, PSMG2, PSTPIP1,
RAB27A, RAC2, RAG1, RAG2, RASGRP1, RBCK1, RFX5, RFXANK, RFXAP, RIPK1, RMRP,
RNASEH2A, RNASEH2B, RNASEH2C, RNF31, RTEL1, SAMHD1, SCO2, SH2D1A, SH3BP2, SI,
SIAE, SKIV2L, SLC29A3, SLC37A4, SLC7A7, STAT1, STAT3, STAT4, STATSB, STIM1, STX11,
STXBP2, TBX1, TGFB1, TGFBR1, TGFBR2, TMEM173, TNFAIP3, TNFRSF11A, TNFRSF13B,
TNFRSF13C, TNFRSF1A, TNFRSF6B, TNFSF12, TOP2B, TPP2, TREX1, TRNT1, TTC37, TTC7A,
UNC13D, UNG, WAS, XIAP, ZAP70, ZNF341

Invitae B 2 RIESH & VE D RIFAEMRE/ AR
8120 HmEKE JL Invitae Autoinflammatory and
Autoimmunity Syndromes Panel

InvitaeR et i T R b

431 3
33 RERE Invitae Familial Mediterranean Fever Test

MEFV

ADA, ADAM17, AICDA, ANKZF1, ARPC1B, BACH2, BTK, C170RF62, CARDS8, CARMIL2,
CD3G, CD40, CD40LG, CD55, CTLA4, CYBA, CYBB, DCLRE1C, DKC1, DOCK8, DUOX2,

Invitae B S8t R EMERGR B/ SR IL FCHO1, FOXP3, G6PC3, ICOS, IL10, IL10RA, IL10RB, IL21, IL2RA, IL2RB, IL2RG, ITGB2,
8122 %KL  Invitae Monogenic Inflammatory Bowel JAK1, LIG4, LRBA, MEFV, MVK, NCF2, NCF4, NFAT5, NLRC4, NOD2, PIK3CD, PIK3R1,
Disease Panel PLCG2, POLA1, RAG1, RAG2, RIPK1, RTEL1, SH2D1A, SI, SKIV2L, SLC37A4, STAT1,
STATS, STIM1, STXBP2, TGFB1, TGFBR1, TGFBR2, TTC37, TTC7A, WAS, XIAP, ZAP70,
ZNF341
312 GEER ‘ Invitagé_&ﬁﬁﬁ{liﬁin"*)b ADA2, ASAH1, ELANE, LPIN2, MEFV, MVK, NLRC4, NLRP12, NLRP3, POMP, PSMA3,
Invitae Periodic Fever Syndromes Panel PSMB4, PSMB8, PSMG2, PSTPIP1, SCO2, TNFRSF1A, TRNT1

ACD, ADA, AK2, ARPC1B, ATM, B2M, BCL10, BCL11B, BLM, CARD11, CARMIL2, CCBE1, CD247,
CD27, CD3D, CD3E, CD3G, CD40, CD40LG, CD8A, CDCA7, CHD7, CIITA, CORO1A, CTC1, CTPS1,
CXCR4, DCLRE1C, DKC1, DNMT3B, DOCK2, DOCK8, EPG5, ERBIN, ERCC6L2, EXTL3, FAT4,
InvitaeBIEHN EEE A REFLIE (SCID) FCHO1, FNIP1, FOXI3, FOXN1, HELLS, ICOS, ICOSLG, IKBKB, IKZF1, IL21, IL21R, IL2RG, IL6R,
BLUHEARETLIE (CID) /SR IL6ST, IL7R, ITK, JAK3, KDM6A, KMT2D, LAT, LCK, LIG1, LIG4, LRBA, MAGT1, MALT1, MAP3K14,
8130 #MJEHLAE Invitae Comprehensive Severe Combined MCM4, MSN, MTHFD1, MYSM1, NBN, NFE2L2, NFKBIA, NHEJ1, NHP2, NOP10, NSMCE3, ORAI1,
Immunodeficiency (SCID) and Combined PARN, PAX1, PGM3, PNP, POLD1, POLE, POLE2, PRKDC, PTPRC, RAC2, RAG1, RAG2, RELA,
Immunodeficiency (CID) Panel RELB, RFX5, RFXANK, RFXAP, RHOH, RMRP, RNF168, RNF31, RNU4ATAC, RTEL1, SEMA3E,
SGPL1, SH2D1A, SKIV2L, SLC46A1, SMARCAL1, SP110, SPINK5, STAT3, STAT5B, STIM1, STK4,
STN1, TAP1, TAP2, TAPBP, TBX1, TCN2, TERC, TERT, TFRC, TINF2, TNFRSF4, TP63, TTC37,
TTC7A, WAS, WIPF1, ZAP70, ZBTB24, ZNF341
Invitae B 25 & fE ) /N BEMRE (
ALPS) /ix)L CASP10, CASP8, CTLA4, FADD, FAS, FASLG, ITK, MAGT1, PIK3CD, PIK3R1, PRKCD, RELA,
Invitae Autoimmune Lymphoproliferative STAT3
Disorders (ALPS) Panel

8151 RIEHKRE
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8152

8160

55680

55681

6171

6102

98003

6210

6117
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6104

6105
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Invitaei B EMERE R Y 2/ MBI BRE
(HLH) BEZ/ SR
Invitae Hereditary Hemophagocytic

Lymphobhistiocytosis (HLH) Disorders Panel

FHEBDE/ AR ILEET Invitae B 1 AR
£ Invitae Phagocytic Disorders Including
Neutropenia Panel

Invitaei& =t M & FE/ L
Invitae Hereditary Angioedema Panel

Invitae e X 14 T #1/ S )L
Invitae Congenital Diarrhea Panel

Invitae ') V YV —LBBEEFERRI ) —=
DA I
Invitae Lysosomal Storage Disorders
Newborn Screening Panel

Invitae RBIFTERR Y Y —= U THER /%
JU Invitae Metabolic Newborn Screening
Confirmation Panel

Invitaefi BERBFHERR I U —=V F k%
12
Invitae Supplemental Metabolic Newborn
Screening Panel

Invitae' R B R BHARMAEL/ N )L (X-ALD %
20)
Invitae Elevated Very Long Chain Fatty
Acids Panel (including X-ALD)

InvitaemET7ILF¥ =V (FILFXF+—ERIE
fE) /XRIL
Invitae Elevated Arginine (Arginase
deficiency) Panel

InvitaemZE T bILY > (P bILY D ILSE)
N

Invitae Elevated CO/ (C16 + C18) TR k
Invitae Elevated C0/(C16+C18) Test

Invitae Elevated C3 Panel

ADA, AP3B1, AP3D1, BLOC1S6, BTK, CD27, GATA2, IL2RA, IL2RG, ITK, LYST, MAGT1, MVK,
NLRC4, PNP, PRF1, RAB27A, SH2D1A, SLC7A7, STX11, STXBP2, UNC13D, WAS, XIAP

ACTB, AK2, AP3B1, AP3D1, BTK, C170RF62, CD40, CD40LG, CDC42, CEBPE, CLPB,
CSF2RA, CSF2RB, CSF3R, CTSC, CXCR2, CXCR4, CYBA, CYBB, DKC1, DNAJC21, EFLA1,
EIF2AK3, ELANE, FERMT3, FPR1, G6PC, G6PC3, G6PD, GATA2, GFI1, GINS1, HAX1,
HTRA2, HYOU1, ITGB2, JAGN1, KAT6A, LAMTOR2, LPIN2, LYST, MKL1, MSN, MTHFD1,
NCF2, NCF4, PGM3, PMM2, RAB27A, RAC2, RMRP, SLC35C1, SLC37A4, SMARCD?2,
SPINK5, SRP54, SRP72, STAT3, STK4, TAZ, TCN2, TERT, TFRC, TIMM50, TNFSF12, USB1,
VPS13B, VPS45, WAS, WDR1, WIPF1

ANGPT1, F12, PLG, SERPING1

ADA, ADAM17, AICDA, ALG6, ANKZF1, ARPC1B, BACH2, BTK, C170RF62, CARDS,
CARMIL2, CD3G, CD40, CD40LG, CD55, CTLA4, CYBA, CYBB, CYP27A1, DCLRE1C, DEF®6,
DGAT1, DKC1, DOCK8, DUOX2, FCHO1, FOXP3, G6PC3, GUCY2C, ICOS, IL10, IL10RA,
IL10RB, IL21, IL2RA, IL2RB, IL2RG, ITGB2, JAK1, LCT, LIG4, LIPA, LRBA, MEFV, MVK,
MYO5B, NCF2, NCF4, NEUROG3, NFAT5, NLRC4, NOD2, PIK3CD, PIK3R1, PLCG2, POLA1,
RAG1, RAG2, RIPK1, RTEL1, SAR1B, SH2D1A, SI, SKIV2L, SLC26A3, SLC37A4, SLC5A1,
SLCOYA3, SPINT2, STAT1, STATS3, STIM1, STX3, STXBP2, TGFB1, TGFBR1, TGFBR2, TTC37,
TTC7A, UNC45A, WAS, XIAP, ZAP70, ZNF341

CHIT1, GAA, GALC, GBA, GLA, IDS, IDUA, NPC1, NPC2, SMPD1

AAAS, ABCD1, ABCD3, ABCD4, ACAD8, ACADM, ACADS, ACADSB, ACADVL, ACAT1, ACBD5,
ACOX1, ACOX2, ACSF3, ADAR, ADK, AHCY, ALDH4A1, ALDH6A1, ALDH7A1, AMACR, AMT, ARG1,
ARSA, ASL, ASPA, ASS1, AUH, BCAP31, BCAT2, BCKDHA, BCKDHB, BTD, CBS, CD320, CFTR,
CLPB, CPS1, CPT1A, CPT2, DBT, DLD, DNAJC12, DNAJC19, DNM1L, ECHS1, ETFA, ETFB, ETFDH,
ETHE1, FAH, FLAD1, FTCD, G6PD, GAA, GALC, GALE, GALK1, GALM, GALT, GAMT, GATM,
GCDH, GCGR, GCH1, GLA, GLDC, GNMT, GSS, HADH, HADHA, HADHB, HCFC1, HIBCH, HLCS,
HMGCL, HPD, HSD17B10, HSD17B4, HTRA2, IDS, IDUA, IFIH1, IVD, LMBRD1, MAT1A, MCCC1,
MCCC2, MCEE, MFF, MLYCD, MMAA, MMAB, MMACHC, MMADHC, MTHFR, MTR, MTRR, MUT,
NADK2, NAGS, NROB1, OAT, OPA3, OTC, PAH, PC, PCBD1, PCCA, PCCB, PEX1, PEX10, PEX11B,
PEX12, PEX13, PEX14, PEX16, PEX19, PEX2, PEX26, PEX3, PEX5, PEX6, PEX7, PGM1, PNPO,
PPM1K, PRDX1, PRODH, PROSC, PTS, QDPR, RNASEH2A, RNASEH2B, RNASEH2C, SAMHD1,
SCP2, SERAC1, SLC22A5, SLC25A13, SLC25A15, SLC25A20, SLC25A32, SLC2A1, SLC52A1,
SLC52A2, SLC52A3, SLC6A8, SMPD1, SPR, SUCLA2, SUCLG1, TAT, TAZ, TCN2, THAP11, TIMM50,
TMEM70, TREX1, ZNF143

A4GALT, ACAD9, ALDH18A1, ALG1, ALG11, ALG12, ALG13, ALG14, ALG2, ALG3, ALG6, ALGS,
ALGY9, ARCN1, ATP13A2, ATP6AP1, ATP6AP2, ATP6VOA2, ATP6V1A, ATP6V1E1, BSGALNT2,
B3GALT6, B3GAT3, B3GLCT, BAGALNT1, BAGALT1, B4AGALT7, B4AGAT1, BOLA3, C1GALT1C1,
CA5A, CAD, CANT1, CCDC115, CHST14, CHST3, CHST6, CHSY1, CLN2 (TPP1), CLN3, CLNS5,
CLNG6, CLN8, COG1, COG2, COG4, COG5, COG6, COG7, COG8, COPA, COPB2, CSGALNACT1,
CTSD, CYP27A1, D2HGDH, DDOST, DHCR7, DHDDS, DOLK, DPAGT1, DPM1, DPM2, DPM3, DSE,
EOGT, EXT1, EXT2, EXTL3, FKRP, FKTN, FUK, FUT8, G6PC3, GALNT3, GANAB, GFPT1, GLRX5,
GLUL, GM2A, GMPPA, GMPPB, GNE, GNPTAB, GNS, GORAB, GOSR2, GPAA1, HEXA, HEXB,
HGSNAT, HMGCS2, IBA57, ISCA2, ISPD, JAGN1, KCTD7, LARGE1, LFNG, LIAS, LIPT1, LIPTZ2,
MAGT1, MAN1B1, MFSD8, MGAT2, MOGS, MPDU1, MPI, NAGLU, NANS, NFU1, NGLY1, NPC1,
NPC2, NUS1, OGT, OXCT1, PAPSS2, PGAP1, PGAP2, PGAP3, PGM3, PIGA, PIGB, PIGC, PIGG,
PIGL, PIGM, PIGN, PIGO, PIGP, PIGQ, PIGT, PIGU, PIGV, PIGW, PIGY, PMM2, POFUT1,
POGLUT1, POMGNT1, POMGNT2, POMK, POMT1, POMT2, PPT1, PRKCSH, RFT1, RPN2, RXYLT1,
SAR1B, SEC23A, SEC23B, SEC24D, SEC63, SGSH, SLC10A7, SLC16A1, SLC26A2, SLC35A1,
SLC35A2, SLC35A3, SLC35C1, SLC35D1, SLC37A4, SLC39A8, SLC6A9, SLC7A7, SLC9A7, SRD5A3,
SSR3, SSR4, ST3GAL3, ST3GALS5, STT3A, STT3B, TGDS, TMEM165, TMEM199, TRAK1,
TRAPPC11, TRAPPC12, TRAPPC2, TRAPPC6B, TRAPPCY, TRIP11, TUSC3, VMA21, VPS13B,
XYLT1, XYLT2

AAAS, ABCD1, ABCD3, ACBD5, ACOX1, ACOX2, ADAR, AMACR, ARSA, BCAP31, CLN2
(TPP1), CLN3, DNM1L, GALC, HSD17B4, IFIH1, MFF, NROB1, PEX1, PEX10, PEX11B, PEX12,

PEX13, PEX14, PEX16, PEX19, PEX2, PEX26, PEX3, PEX5, PEX6, PEX7, PHYH, PPT1,
RNASEH2A, RNASEH2B, RNASEH2C, SAMHD1, SCP2, TREX1

ARG1, GCGR

ASL, ASS1, DLD, PC, SLC25A13

CPT1A

ABCD4, ACSF3, ALDH6A1, BTD, CD320, HCFC1, HLCS, LMBRD1, MCEE, MMAA, MMAB,

MMACHC, MMADHC, MUT, PCCA, PCCB, PRDX1, TCN2, THAP11, ZNF143 »



8/ InvitaeiZ 22 C3-DC/Y R JL

6106 HER Invitae Elevated C3-DC Panel ACSF3, MLYCD

6107 ??E‘% In\lli?;fiataEeli,is:lC\;*P):nel ACADS, ACADS, ETHE1, FTCD

_ R/ InvitaeElevatedC5-OH/ S JL ACAT1, AUH, BTD, CLPB, DNAJC19, HLCS, HMGCL, HSD17B10, HTRA2, MCCC1, MCCC2,
HER Invitae Elevated C5-OH Panel OPA3, SERAC1, TAZ, TIMM50, TMEM70

InvitaeEH EC148 & UC14 : 1
il (VLCADRIBE) TR b
o1 HER Invitae Elevated C14 and C14:1 (VLCAD ACADVL

deficiency) Test

Invitae Elevated C16-OH. C16 : 1-OH.
R C18-OH&C18 : 1-OH/$* )L

11

6115 g8 |nvitae Elevated C16-OH, C16:1-OH, C18- HADHA, HADHB

OH & C18:1-OH Panel

Invitae Elevated C16. C16: 1. C18. &
R/ EUCI8: 187 L
616 s a8 Invitae Elevated C16, C16:1, C18, & C18:1 CPT2, SLC25A20

Panel

InvitaemE S 1) VR

6124 Lo/ . (7Y */‘/ﬂmffﬁ?a ) AMT, BOLA3, GLDC, GLRXS5, IBA57, ISCA2, LIAS, LIPT1, LIPT2, NFU1, PNPO, SLC6A9
AR Invitae Elevated Glycine Panel
(including Glycine Encephalopathy)
6119 ;:‘E; Invitae Elevated Leucine (MSUD) /4L BCAT2, BCKDHA, BCKDHB, DBT, DLD, PPM1K
& InvitaeBZE A FA = /R )L
6125 HER Invitae Elevated Methionine Panel ADK, AHCY, CBS, FAH, GNMT, MAT1A, SLC25A13
InvitaeBR 7z =)LT7 5=V
a8/ (B7z= V75 =2mfE) /AR
6145 4 e [Everes] Eremis Ene DNAJC12, GCH1, PAH, PCBD1, PTS, QDPR, SLC25A13, SPR
(Hyperphenylalaninemia) Panel
InvitaeimZE 7R Y > (FFBY v fE) /<
e/ I
6146 4R Invitae Elevated Proline (Hyperprolinemia) ALDH4A1, PRODH
Panel
o KB/ Invitae Elevated Tyrosine (Tyrosinemia) FAH, HPD, TAT

HER Panel



6123

6103

6140

6142

6141

6156

6152

6153

6159

6160

6155

6169

6166

6197

R/

ER

R/

ER

R/
ER

R/
ER

R/
ER

R/
ER

R/
ER

R/
ER

R/
ER

R/
ER

R/
ER

R/
ER

R/
ER

R/
HER

InvitaefE & kJL Y 2 /83U

Invitae Low Citrulline Panel ALDH18A1, CPS1, NAGS, OTC

InvitaefECOT R ~

Invitae Low CO Test SLC22A5

Invitae7 LA 7 L VRET R b

Invitae Alkaptonuria Test -

Invitae & R F U RAE/ SR )L

Invitae Cystinuria Panel PREPL, SLC3A1, SLC7A9

Invitae * FIL X O VERIES L UREL R
F URE/NARIL
Invitae Methylmalonic Acidemia and
Homocystinuria Panel

ABCD4, ACSF3, ADK, AHCY, ALDH6A1, AMN, CBS, CD320, CUBN, GIF, GNMT, HCFC1,
LMBRD1, MAT1A, MCEE, MMAA, MMAB, MMACHC, MMADHC, MTHFD1, MTHFR, MTR,
MTRR, MUT, PRDX1, SUCLA2, SUCLG1, TCN1, TCN2, THAP11, ZNF143

Invitae@$EM LS ) a—4 U EFERH/ AR AGL, ALDOA, ENOS3, FBP1, G6PC, GAA, GBE1, GYG1, GYS1, GYS2, LAMP2, LDHA, LPIN1,
Invitae Comprehensive Glycogen Storage PCK1, PCK2, PFKM, PGAM2, PGK1, PGM1, PHKA1, PHKA2, PHKB, PHKG2, POLG, PYGL,
Disease Panel PYGM, RBCK1, SLC2A2, SLC37A4

Invitae## 5 9 b —R M/ I

Invitae Galactosemia Panel GALE, GALK1, GALM, GALT, PGM1, SLC25A13, SLC2A2

Invitae Glucose-6-Phosphate
Dehydrogenase (G6PD) R ZjEtER

Invitae Glucose-6-Phosphate e
Dehydrogenase (G6PD) Deficiency Test
Invitae BETE T IL Y b — X T ER ALDOB

Invitae Hereditary Fructose Intolerance Test

Invitae FE N4 RAKIEMEE /SR )L

Invitae Rare Carbohydrate Disorders Panel FBP1, SLC5A1

A4GALT, ALG1, ALG11, ALG12, ALG13, ALG14, ALG2, ALG3, ALG6, ALG8, ALG9, ARCNT1,
ATP6AP1, ATP6AP2, ATP6VOA2, ATP6V1A, ATP6V1E1, B3GALNT2, B3GALT6, B3GATS,
B3GLCT, BAGALNT1, BAGALT1, BAGALT7, BAGAT1, C1GALT1C1, CAD, CANT1, CCDC115,
CHST14, CHST3, CHST6, CHSY1, COG1, COG2, COG4, COG5, COGB, COG7, COG8, COPA,
COPB2, CSGALNACT1, DDOST, DHDDS, DOLK, DPAGT1, DPM1, DPM2, DPM3, DSE, EOGT,
EXT1, EXT2, EXTL3, FKRP, FKTN, FUK, FUT8, G6PC3, GALNT3, GANAB, GFPT1, GMPPA,
J1)avLieirLdinvitaee XEEE  GMPPB, GNE, GNPTAB, GORAB, GOSR2, GPAA1, ISPD, JAGN1, LARGE1, LFNG, MAGT1,
Invitae Congenital Disorders of MAN1B1, MGAT2, MOGS, MPDU1, MPI, NANS, NGLY1, NUS1, OGT, PAPSS2, PGAP1,
Glycosylation Panel PGAP2, PGAP3, PGM1, PGM3, PIGA, PIGB, PIGC, PIGG, PIGL, PIGM, PIGN, PIGO, PIGP,
PIGQ, PIGT, PIGU, PIGV, PIGW, PIGY, PMM2, POFUT1, POGLUT1, POMGNT1, POMGNT2,
POMK, POMT1, POMT2, PRKCSH, RFT1, RPN2, RXYLT1, SAR1B, SEC23A, SEC23B,
SEC24D, SEC63, SLC10A7, SLC26A2, SLC35A1, SLC35A2, SLC35A3, SLC35C1, SLC35D1,
SLC37A4, SLC39A8, SLCIA7, SRD5A3, SSR3, SSR4, ST3GAL3, ST3GALS5, STT3A, STT3B,
TGDS, TMEM165, TMEM199, TRAK1, TRAPPC11, TRAPPC12, TRAPPC2, TRAPPCG6B,
TRAPPC9, TRIP11, TUSC3, VMA21, VPS13B, XYLT1, XYLT2

Invitae Ketolysis Disorders Panel ACAT1, OXCT1, SLC16A1

Invitae Elevated C6. C8. C10
(MCADRi8fE) TR b
Invitae Elevated C6, C8 and C10
(MCAD deficiency) Test

ACADM

Invitae ERC43 &K U'C5 (D 7 2 JLCoA
TERBSF—ERIBE) /AR
Invitae Elevated C4 and C5 (Multiple Acyl-
CoA Dehydrogenase deficiency) Panel

ETFA, ETFB, ETFDH, ETHE1, FLAD1, SLC25A32, SLC52A1, SLC52A2, SLC52A3

22



6170

6172

6179

2266

6180

6173

6181

6174

6185

3405

6190

6176

6177

6178

4719

3406

R/
HER

Ol
HER

R/
HER

R/
HER

R/
HER

R/

AR

Ol

AR

R/

AR

R/

AR

Ol

AR

R/

AR

R/

AR

Ol

AR

R/

AR

Ol

AR

R/
FER

AGA, ARSA, ARSB, ASAH1, ASPA, ATP13A2, CHIT1, CLCN7, CLN2 (TPP1), CLN3, CLN5, CLN®G,
InvitaeBIERIE ) VY — LEEE/NARIL CLN8, CTNS, CTSA, CTSD, CTSK, FUCA1, GAA, GALC, GALNS, GBA, GLA, GLB1, GM2A, GNE,
Invitae Comprehensive Lysosomal Storage  GNPTAB, GNPTG, GNS, GUSB, HEXA, HEXB, HGSNAT, HYAL1, IDS, IDUA, KCTD7, LAMP2, LIPA,
Disorders Panel LYST, MAN2B1, MANBA, MCOLN1, MFSD8, MMP14, NAGA, NAGLU, NEU1, NPC1, NPC2, PPT1,
PSAP, SCARB2, SGSH, SLC17A5, SMPD1, SUMF1, VPS33A

Invitae A F/ —S AT R+

TN
Invitae Cystinosis Test CTNS
Invitae Farber Lipogranulomatosis Test ASAH1
. o
Invitae 7 7 7 1) — "R E GLA

Invitae Fabry Disease Test

InvitaeGM2A > 5 )AL F—2 R/8% L

HEXB
Invitae GM2 Gangliosidosis Panel GM2A, HEXA,

Invitaey 5 v NFRE

Invitae Krabbe Disease Test GALC
Invitae ) V' V — LEEME ) /N— € RIBAE K ER
Invitae Lysosomal Acid Lipase Deficiency LIPA
Test
InvitaeREMEHE SR BT 4 — R IL
Invitae Metachromatic Leukodystrophy ARSA, PSAP, SUMF1

Panel

AGA, ARSB, CTSA, CTSK, FUCA1, GALNS, GLB1, GNE, GNPTAB, GNPTG, GNS, GUSB, HGSNAT,
Invitae Mucopolysaccharidoses Plus HYAL1, IDS, IDUA, MAN2B1, MANBA, MBTPS1, MCOLN1, NAGA, NAGLU, NEU1, SGSH, SLC17A5,
(MPS+) Panel SUMF1, VPS33A

Invitae Neuronal Ceroid Lipofuscinoses

Panel ATP13A2, CLN2 (TPP1), CLN3, CLN5, CLN6, CLN8, CTSD, KCTD7, MFSD8, PPT1

Invitae=—<Y Y E v 7842 4 TAB K UB/S
E

Invitae Niemann-Pick Disease Types A and SMPD1
B Panel
Invitae=—< > E v 7 iFCE/ R L
Invitae Niemann-Pick Disease Type C Panel NPC1, NPC2
Invitae7R > RIFRE GAA
Invitae Pompe Disease Test
Invitaet > R 7 /IRE HEXB
Invitae Sandhoff Disease Test
InvitaeTay-SachsiH R & HEXA

Invitae Tay-Sachs Disease Test

LRSS L S AP4M1, ATP13A2, C190RF12, COASY, CP, CRAT, DCAF17, FA2H, FTL, FUCA1, GJA1,

Invitae Neurodegeneration with Brain Iron GTPBP2, KIF1A, PANK2, PLA2G6, REPS1, SCP2, SLC25A42, SQSTM1, WDR45
Accumulation Panel
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6183

6192

6194

6195

6191

6199

6225

6212

6162

6161

6204

6203

6222

R/

HER

R/

ER

il

ER

B/

FER

B/

FER

R/

ER

R/

FER

R/

ER

R/

ER

il

FER

R/

ER

R/

ER

B/

HER

Invitae™ 1 LY VIRIRE
Invitae Wilson Disease Test

Invitae3-* FJ)LY A b = JLCOAB L RF
F—EN\RIL
Invitae 3-Methylcrotonyl CoA Carboxylase
Panel

Invitae E#4 F = # — ¥ RIBME R R
Invitae Biotinidase Deficiency Test

Invitaem % C5-DC (F LR ILBERIEIR) T
R b
Invitae Elevated C5-DC (Glutaric Aciduria
Type |) Test

Invitae g #% Bk M fE / S 4 L
Invitae Organic Acidemias Panel

Invitae 7 B E 4 > B M fE /SR L
Invitae Propionic Acidemia Panel

Invitae Ornithine Transcarbamylase (OTC
) RZHER
Invitae Ornithine Transcarbamylase (OTC)
Deficiency Test

InvitaefR 3% B BRFEE /S 4 )L
Invitae Urea Cycle Disorders Panel

Invitaefi ¥ L7 F o RZ /AL
Invitae Cerebral Creatine Deficiency Panel

Invitaefki i 2 B B AR E
Invitae Cerebrotendinous Xanthomatosis
Test

Invitaes#EEHE L - < YF/ SR
Invitae Hereditary Hyperekplexia Panel

Invitae R IZEMEREZ /AL
Invitae Neurotransmitter Disorders Panel

Invitae& AT RE A B BIIEE /AR L

Invitae Treatable Neurometabolic Disorders

Panel

ATP7B

MCCC1, MCCC2

BTD

GCDH

ABCD4, ACAD8, ACADSB, ACAT1, ACSF3, ADK, AGK, AHCY, ALDH6A1, AMN, ASPA,
ATPSD, AUH, BCKDHA, BCKDHB, BOLA3, BTD, C190RF70, CBS, CD320, CLPB, CPS1,
CUBN, D2HGDH, DBT, DHTKD1, DLD, DNAJC19, ECHS1, ETFA, ETFB, ETFDH, ETHE1,

FBP1, FH, FLAD1, FTCD, GCDH, GIF, GLRX5, GLYCTK, GNMT, GSS, HCFC1, HIBCH, HLCS,

HMGCL, HSD17B10, HTRAZ2, IBA57, IDH2, ISCA2, IVD, L2HGDH, LIAS, LIPT1, LIPT2,
LMBRD1, MAT1A, MCCC1, MCCC2, MCEE, MLYCD, MMAA, MMAB, MMACHC, MMADHC,
MTHFR, MTR, MTRR, MUT, NFU1, OGDH, OPA3, OPLAH, OXCT1, PCCA, PCCB, PCK1,
POLG, PPM1K, PRDX1, SERAC1, SLC13A3, SLC13A5, SLC25A1, SLC25A19, SLC25A32,
SLC52A1, SLC52A2, SLC52A3, SUCLA2, SUCLG1, SUGCT, TAZ, TCN1, TCN2, THAP11,
TIMM50, TMEM70, ZNF143

PCCA, PCCB

OTC

ALDH18A1, ARG1, ASL, ASS1, CPS1, NAGS, OAT, OTC, SLC25A13, SLC25A15

GAMT, GATM, SLC6A8

CYP27A1

ARHGEF9, ASNS, ATAD1, CLPB, CTNNB1, GLRA1, GLRB, GPHN, RPS6KA3, SCNS8A,
SLC6AS5, SLC6A9, TRAK1

ABAT, ALDH5A1, ALDH7A1, AMT, ARHGEF9, ASNS, ATAD1, DBH, DDC, DHFR, DNAJC12,
GABBR2, GABRA1, GABRA2, GABRB1, GABRB3, GABRG2, GAD1, GCH1, GLDC, GLRA1,
GLRB, GOT2, GPHN, GRIN2B, GRIN2D, MAOA, PCBD1, PHGDH, PNPO, PROSC, PSAT1,
PSPH, PTS, QDPR, SLC18A2, SLC1A2, SLC1A4, SLC25A22, SLC6A1, SLCBA3, SLC6AS,
SLC6A9, SPR, TH

ABCD1, ABCD4, ACAT1, AGA, ALDH18A1, ALDH3A2, ALDH4A1, ALDH5A1, ALDH7A1, AMN, AMT,
APTX, ARG1, ARHGEF9, ARSA, ASAH1, ASL, ASNS, ASPA, ASS1, ATAD1, ATP7A, ATP7B, AUH,
BCKDHA, BCKDHB, BSCL2, BSND, BTD, CA5A, CAD, CASR, CBS, CD320, CLCNKB, CLDN16,

CLDN19, CLN2 (TPP1), CLN3, CLN5, CLN6, CNNM2, COQ2, COQ4, COQ6, COQ7, COQ8A, COQ8B,
COQY, CP, CPOX, CPS1, CUBN, CYP27A1, DBT, DDC, DHCR7, DHFR, DLAT, DLD, DNAJC12, EGF,

ETFA, ETFB, ETFDH, ETHE1, FAM111A, FOLR1, FXYD2, GALC, GAMT, GATM, GCDH, GCH1,
GCLC, GIF, GLA, GLB1, GLDC, GLRA1, GLRB, GLUD1, GNS, GOT2, GPHN, GSS, GUSB, HCFC1,
HEXA, HEXB, HGSNAT, HLCS, HMBS, HMGCL, HMGCS2, HNF1B, HSD17B10, IDS, IDUA, IVD,
KCNA1, KCNJ10, LIPA, LMBRD1, MAN2B1, MCCC1, MCCC2, MCEE, MFSD8, MLYCD, MMAA,
MMAB, MMACHC, MMADHC, MOCS1, MOCS2, MSMO1, MTHFR, MTR, MTRR, MUT, NAGLU,
NAGS, NPC1, NPC2, NT5C3A, OAT, OTC, OXCT1, PAH, PANK2, PCBD1, PCCA, PCCB, PDHA1,

PDHB, PDHX, PDP1, PDSS2, PEX1, PEX10, PEX11B, PEX12, PEX13, PEX14, PEX16, PEX19, PEX2,

PEX26, PEX3, PEX5, PEX6, PGM3, PHGDH, PHYH, PNPO, PPM1K, PRDX1, PROSC, PRPS1,
PSAT1, PSPH, PTS, QDPR, RAPSN, SCN4A, SGSH, SLC12A1, SLC12A3, SLC13A5, SLC18A2,
SLC19A1, SLC19A2, SLC19A3, SLC1A3, SLC25A13, SLC25A15, SLC25A19, SLC2A1, SLC30A10,

SLC39A14, SLC39A8, SLC46A1, SLC6A19, SLCBA3, SLCBAS5, SLC6A8, SPR, TAT, TCN1, TCN2, TH,

TPK1, TRPM6, TTPA
24



T st/ Invitae B A L 7 H LJ&E/AR )L
HER Invitae Adult Refsum Disease Panel

PEX7, PHYH
25 B/ InvitaeZellwegerA R4 + 5 LEE/I )L ACBD5, ACOX1, AMACR, HSD17B4, PEX1, PEX10, PEX11B, PEX12, PEX13, PEX14, PEX16,
#HER Invitae Zellweger Spectrum Disorder Panel

PEX19, PEX2, PEX26, PEX3, PEX5, PEX6, PEX7
6213 R/ Invitae 7 1) VR BEEZ /SR ADA, ADSL, AMPD1, APRT, ATIC, DGUOK, GPHN, HPRT1, IMPDH1, MOCOS, MOCS1,
#4ER  Invitae Purine Metabolism Disorders Panel MOCS2, MOCS3, PNP, PRPS1, SUOX, UMOD, XDH

Invitae EJLE VEE K BB &K U EEEEE/r  BOLA3, DLAT, DLD, ECHS1, FBXL4, FDX2, GLRX5, GOT2, HIBCH, IBA57, ISCA1, ISCA2,
08004 st/ 17 ISCU, LIAS, LIPT1, LIPT2, LONP1, LYRM4, MPC1, NFS1, NFU1, NUBPL, PC, PCK1, PDHA1,
HER Invitae Pyruvate Metabolism and Related ~ PDHB, PDHX, PDK3, PDP1, SLC19A2, SLC19A3, SLC25A1, SLC25A19, SUCLA2, SUCLG1,
Disorders Panel

SUCLG2, TAZ, TPK1
wpy nvitaeAlpha-17 > F by TOURZET R
55000 %J?EHLEL' F

SERPINA1
Invitae Alpha-1 Antitrypsin Deficiency Test
o st/ Invitae 2 HERFERIL T 4 ) VE/SRIL
HER Invitae Acute Hepatic Porphyrias Panel

ALAD, CPOX, HMBS, PPOX

ABCD4, ACADM, ACADVL, ALDH18A1, AMT, ARG1, ASL, ASS1, ATP5A1, ATP5D, ATP5E,
ATPAF2, BCKDHA, BCKDHB, BTD, CA5A, CPS1, CPT1A, CPT2, CYC1, DBT, DLAT, DLD,
Jreny Invitae® 7 & E = 7 s S % L ETFA, ETFB, ETFDH, FBXL4, GLDC, GLUD1, GLUL, HADHA, HADHB, HCFC1, HLCS,
6230 ; T ) HMGCL, IVD, LMBRD1, LYRM7, MCCC1, MCCC2, MCEE, MMAA, MMAB, MMACHC,
AR Invitae Hyperammonemia Panel

MMADHC, MTR, MTRR, MUT, NAGS, NBAS, NR1H4, OAT, OTC, PC, PCCA, PCCB, PDHA1,

PDHB, PDHX, PDP1, PRDX1, RINT1, SERAC1, SLC22A5, SLC25A13, SLC25A15, SLC25A20,
SLC25A42, SLC7A7, TANGO2, TAZ, TMEM70, TUFM, UMPS, UQCRC2, YARS2

ABCB4, ABCD1, ADSL, ALAD, ALDH5A1, AMACR, AMT, ANK3, AP1S1, ARG1, ARSA, ARX,
ASL, ASS1, ATP13A2, ATP1A3, ATP2A2, ATP7B, B4GALNT1, BCKDHA, BCKDHB, BCKDK,
C190RF12, CA5A, CACNA1A, CBS, CHCHD10, CLCN2, CLCN4, CLN2 (TPP1), CLN3, CLNS,
CLN6, CLN8, CLPX, CNTNAP2, COASY, COL4A1, CP, CPOX, CPS1, CSTB, CTSD, CYP27A1,

DARS, DBH, DBT, DCAF17, DDC, DEPDC5, DLD, DNAJC12, DNAJC6, EHMT1, EIF2B1,
oo TEH/

EIF2B2, EIF2B3, EIF2B4, EIF2B5, EPM2A, FA2H, FAH, FECH, FIG4, FOLR1, FUCA1, GALC,
BEER/ARILEE S Invitae A > TILDE  GAMT, GATM, GCH1, GFAP, GLA, GLB1, GLDC, GM2A, GNS, GRIA3, GSS, HARS, HEXA,
Al HEXB, HGSNAT, HMBS, HMGCL, HPRT1, HTRA1, IQSEC2, KCNT1, KCTD17, MAN2B1,
#4£R  Invitae Mendelian Disorders with Psychiatric MANBA, MAOA, MECP2, MED12, MFSD8, MMACHC, MMADHC, MSTO1, MTHFR, MTR, MUT,
Symptoms Panel

NAGLU, NAGS, NDP, NHLRC1, NPC1, NPC2, OTC, PAH, PAK3, PANK2, PCBD1, PCCA,

PCCB, PCDH19, PLA2G6, PLP1, POLG, PPOX, PPT1, PRDX1, PRKAR1A, PRODH, PSAP,
PTS, QDPR, REPS1, RPS6KA3, SETX, SGCE, SGSH, SLC12A6, SLC20A2, SLC25A13,

SLC25A15, SLC30A10, SLC39A14, SLC52A1, SLC52A2, SLC52A3, SLC6A19, SLCBAS,
SLC6A8, SLC7A7, SPART, SPG11, SPR, SUMF1, TBC1D7, TBX1, TH, TIMM8A, TOR1A,

TREX1, TRRAP, TTC19, TWNK, TYMP, TYROBP, UBQLN2, UROD, UROS, VPS13A, WDR45,

WFS1, YWHAG, ZFYVE26

o B/

InvitaefX 114 3 e B A VR K AE /S L
FER

Invitae Metabolic Non-Immune Fetal

AHCY, ALG1, ALG12, ALG8, ALGY9, ARSB, ASAH1, CTSA, DHCR7, G6PD, GAA, GALC,
Hydrops Panel

GALNS, GBE1, GLB1, GLUL, GNPTAB, GUSB, HADH, HADHA, HADHB, IDUA, LIPA, MVK,
NEU1, NPC1, NPC2, PEX1, PEX10, PEX12, PEX13, PEX14, PEX16, PEX19, PEX2, PEX26,
PEX3, PEX5, PEX6, PEX7, PHGDH, PIGA, PMM2, PSAT1, SLC17A5, SLC22A5, SLC26A2,

SMPD1, SUMF1, TAZ, TRIP11
ooy fEHH/

Invitae R FE1ER & 2 D EERE/ S I
AR Invitae Primary Hyperoxaluria Panel

AGXT, GRHPR, HOGA1
e Invitael 1 > /< %L
7203 gag

Invitae Hypophosphatemia Panel

08 st/ InvitaeBIERIERIL T 4 1) VIE/NRIL
HER

ALPL, CLCN5, CTNS, CYP27B1, CYP2R1, DMP1, ENPP1, FAH, FAM20C, FGF23, FGFR1,
Invitae Comprehensive Porphyrias Panel

GNAS, OCRL, PHEX, SLC34A1, SLC34A3, VDR

ALAD, ALAS2, CLPX, CPOX, FECH, GATA1, HMBS, PPOX, UROD, UROS
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AARS, AARS2, ABAT, ABCA1, ABCD1, ABCD4, ABHD5, ACADS, ACBD5, ACER3, ACO2, ACOX1,
ACP5, ACSF3, ACTA2, ACTB, ACY1, ADAR, ADGRG1, ADK, ADNP, ADSL, AGA, AHDC1, AHI1,
AIFM1, AIMP1, AIMP2, ALDH18A1, ALDH3A2, ALDH5A1, ALDH6A1, ALG12, ALG13, ALG2, ALGS,

ALGY9, AMACR, AMPD2, AMT, ANK3, AP1S2, AP3B2, AP4B1, APAE1, APAM1, AP4S1, AP5Z1, APC2,
APOPT1, ARCN1, ARFGEF2, ARHGAP31, ARHGEF9, ARNT2, ARSA, ARX, ASL, ASNS, ASPA,
ASS1, ASXL1, ASXL2, ATP13A2, ATP5A1, ATP6AP2, ATP6V1A, ATP7A, ATP7B, ATP8A2, ATPAF2

ATRN, ATRX, AUH, B3GALNT2, BAGALNT1, BCAP31, BCAT2, BCKDHA, BCKDHB, BCL11B, BCSIL,

BICD2, BMP4, BOLA3, BPTF, BRAT1, BTD, C120RF57, C120RF65, C190RF12, C2CD3, CACNA1A
CACNA1E, CARS2, CBS, CC2D2A, CCDC88A, CDC42, CDKL5, CEP290, CHMP1A, CLCN2, CLCN4

CLCN7, CLN2 (TPP1), CLN3, CLN5, CLN6, CLN8, CLP1, CLPP, CNNM2, CNOT1, CNTNAP1
CNTNAP2, COA7, COASY, COG7, COL18A1, COL3A1, COL4A1, COL4A2, COLGALT1, COQ2,
COQ6, COQ7, COQBA, COQ9, COX10, COX14, COX15, COX20, COX6B1, COX7B, COX8A

CPLANE1, CPLX1, CPS1, CRAT, CREBBP, CRIPT, CRLF1, CSF1R, CSPP1, CTBP1, CTC1, CTDP1,
CTNS, CTSA, CTSD, CUL4B, CYB5R3, CYFIP2, CYP27A1, CYP2U1, CYP7B1, D2HGDH, DAGT,
DARS, DARS2, DBT, DCAF17, DCX, DDC, DDHD1, DDHD2, DDOST, DDX3X, DEAF1, DEGS1
DGUOK, DHCR24, DHFR, DHX37, DLD, DLL4, DMXL2, DNM1L, DNM2, DOCKS6, DOCK7, DOLK
DONSON, DPAGT1, DPM1, DPM2, DPM3, DPYS, DYRK1A, EARS2, EDNRB, EHMT1, EIF2AK1,
EIF2AK2, EIF2B1, EIF2B2, EIF2B3, EIF2B4, EIF2B5, ELOVL1, ELOVL4, ENTPD1, EOGT, EPG5

EPRS, ERCC1, ERCC2, ERCC3, ERCC6, ERCC8, ETFA, ETFB, ETFDH, ETHE1, EXOSC2, EXOSC3

EXOSC8, EXOSCY, FA2H, FAM126A, FAR1, FARS2, FARSB, FASTKD2, FBXL4, FDX2, FGFRL1, FH
FIG4, FKRP, FKTN, FLVCR2, FOLR1, FOXC1, FOXG1, FOXRED1, FUCA1, FUK, GAA, GABBR2
GABRA1, GABRB1, GABRB2, GABRB3, GALC, GALT, GAN, GATAD2B, GCDH, GDAP1, GFAP
GFM1, GFM2, GJA1, GJB1, GJC2, GLA, GLB1, GLDC, GLRX5, GLUL, GLYCTK, GM2A, GMNN,

GNAO1, GNS, GOT2, GPHN, GRIN1, GRM7, GTF2H5, GTPBP2, HACE1, HCN1, HEPACAM, HERC1
HEXA, HEXB, HIBCH, HIKESHI, HK1, HLCS, HMGCL, HNRNPU, HSD17B10, HSD17B4, HSPD,

IARS, IARS2, IBA57, IDH2, IDS, IDUA, IER3IP1, IFIH1, INPP5E, IREB2, ISCA1, ISCA2, ITPA, ITPR1,

IVD, JAM3, KARS, KAT6B, KATNB1, KCNJ10, KCNJ2, KCNMA1, KCNT1, KCTD7, KDM1A, KIAA0556,

KIAA0586, KIAA0753, KIDINS220, KIF1A, KIF1C, KLHL7, KMT2E, L2HGDH, LAGE3, LAMA1, LAMA2

LAMB1, LARGE1, LARS2, LETM1, LIAS, LIPT1, LIPT2, LONP1, LRPPRC, LYRM7, MAG, MAGEL2,

MAN2B1, MANBA, MARS2, MAST1, MAT1A, MCCC1, MCCC2, MCOLN1, MDH2, MECP2, MED17,

B/ L MED25, MEF2C, MFSD2A, MFSD8, MGP, MICU1, MKS1, MLC1, MLYCD, MMACHC, MMADHC,

58002 oo g Invitae Leukodystrophy and Genetic MOCS1, MOCS2, MOGS, MORC2, MPLKIP, MPV17, MPZ, MRPL12, MRPL44, MRPS16, MRPS22,

Leukoencephalopathy Panel MRPS34, MSTO1, MTFMT, MTHFR, MTHFS, MTO1, MTOR, MTR, MTRR, MUT, NACC1, NADK2,
NAGA, NAGLU, NAGS, NANS, NARS2, NAXD, NAXE, NDRG1, NDUFA1, NDUFA10, NDUFA11,
NDUFA12, NDUFA13, NDUFA2, NDUFA4, NDUFA6, NDUFA9, NDUFAF 1, NDUFAF2, NDUFAFS3,
NDUFAF4, NDUFAF5, NDUFAF6, NDUFB10, NDUFB11, NDUFB3, NDUFB8, NDUFBY, NDUFS1
NDUFS2, NDUFS3, NDUFS4, NDUFS6, NDUFS7, NDUFS8, NDUFV1, NDUFV2, NEK1, NFE2L2,

NFU1, NGLY1, NKX6-2, NOTCH1, NPC1, NPC2, NPHP1, NRXN1, NSUN3, NT5C2, NTRK2, NUBPL
NUP62, OAT, OCRL, OPA1, OPA3, OSGEP, OTC, PACS1, PAFAH1B1, PAH, PANK2, PARS2, PAX1,
PC, PCCA, PCCB, PCDH12, PCGF2, PDGFRB, PDHA1, PDHB, PDHX, PDP1, PET100, PEX1,
PEX10, PEX11B, PEX12, PEX13, PEX14, PEX16, PEX19, PEX2, PEX26, PEX3, PEX5, PEX6, PEX7
PGAP1, PGK1, PHGDH, PHYH, PIGA, PIGB, PIGG, PIGL, PIGM, PIGN, PIGP, PIGQ, PIGT, PIGU
PIGV, PIK3C2A, PIK3R2, PLA2G6, PLAA, PLEKHG2, PLP1, PMM2, PMP22, PNKP, PNPT1, POLG,
POLG2, POLR1A, POLR1C, POLR3A, POLR3B, POMGNT1, POMK, POMT1, POMT2, PPP1R15B,
PPP2R1A, PPP3CA, PPT1, PRF1, PRKDC, PRODH, PROSC, PRPS1, PRUNE1, PSAP, PSAT1,
PSPH, PTEN, PTPN23, PURA, PUS3, PYCR2, QARS, QRSL1, RAB11B, RAB3GAP1, RAB3GAP2,
RARS, RARS2, RBPJ, REPS1, RERE, RHOBTB2, RIN2, RMND1, RNASEH2A, RNASEH2B
RNASEH2C, RNASET2, RPGRIP1L, RPIA, RPS6KC1, RRM2B, RTTN, RXYLT1, SAMDOL, SAMHD1,
SCN3A, SCO1, SCO2, SDHA, SDHAF1, SDHB, SDHD, SEPSECS, SERAC1, SETBP1, SGSH
SH3TC2, SHOC2, SHPK, SLC12A2, SLC12A5, SLC12A6, SLC13A3, SLC13A5, SLC16A2, SLC17A5
SLC19A3, SLC1A2, SLC1A3, SLC1A4, SLC25A1, SLC25A12, SLC25A15, SLC25A19, SLC25A22,
SLC25A4, SLC25A42, SLC25A46, SLC2A1, SLC30A10, SLC33A1, SLC35A2, SLC39A14, SLC39A8
SLC46A1, SLC6A19, SLC6A8, SLCBA9, SLCIA1, SLCIAB, SMC1A, SNAP29, SNIP1, SNORD118,
SNRPB, SNX14, SOD1, SON, SOX10, SOX2, SPART, SPAST, SPATA5, SPG11, SPG7, SPTAN1
SQSTM1, SRD5A3, SSR4, ST3GAL5, STAG2, STAMBP, STAT1, STAT2, STN1, STRADA, STX11,
STXBP1, STXBP2, SUCLA2, SUCLG1, SUMF1, SUOX, SURF1, SYNE1, SYNJ1, TACO1, TAF2,
TANGO2, TARS2, TBC1D24, TBCD, TBCE, TBCK, TBX1, TCF4, TCTN2, TIMM50, TIMMDCA1
TM4SF20, TMEM106B8, TMEM126B, TMEM165, TMEM216, TMEM67, TMEM70, TMTC3, TOE1,
TP53RK, TPI1, TPK1, TRAPPC11, TRAPPCY, TREX1, TRMT10A, TRMT5, TSC1, TSC2, TSEN54
TTC19, TUBA1A, TUBAS, TUBB2A, TUBB2B, TUBB3, TUBB4A, TUBG1, TUFM, TWNK, TXN2, TYMP
UBAS5, UBE2A, UBE3A, UFM1, UNC13D, UPB1, USP7, VARS2, VPS11, VPS13D, VPS33A, WARS2
WDR45, WDR73, WHSC1, WWOX, YARS, YME1L1, ZEB2, ZFYVE26, ZIC1, ZNF335

InvitaeABE SR FA T ¢ — L BEEEEE R

st/ InvitaeX-Linked{& ') > E& M fE T X
72038
AR Invitae X-Linked Hypophosphatemia Test PHEX
a8/ ) )
4
305 54 1| Invitae Achromatopsia Panel

ATF6, CNGA3, CNGB3, GNAT2, PDE6C, PDE6H, RGS9, RGS9BP
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AARS2, AASS, ABAT, ABCB7, ACACA, ACAD9, ACADM, ACADS, ACADVL, ACAT1, ACO2,
ADAR, AFG3L2, AGK, AIFM1, AK2, ALAS2, ALDH3A2, AMPD1, AMT, APOPT1, APTX,
ATP5A1, ATP5D, ATPSE, ATP7B, ATPAF2, AUH, BAG3, BCS1L, BOLAS, BTD, C120RF65,
C190RF12, C190RF70, C1QBP, CA5A, CARS2, CEP89, CHAT, CHCHD10, CLPB, CLPP,
COA3, COA5, COAB, COA7, COASY, COQ2, COQ4, COQ6, COQ7, COQSBA, COQ8B, COQY,
COX10, COX14, COX15, COX20, COX4l2, COX6A1, COX6B1, COX7B, COX8A, CPS1,
CPT1A, CPT2, CYC1, CYCS, D2HGDH, DARS2, DES, DGUOK, DLAT, DLD, DNA2, DNAJC19,
DNM1L, EARS2, ECHS1, ELAC2, ETFA, ETFB, ETFDH, ETHE1, FARS2, FASTKD2, FBXL4,
FDX2, FH, FLAD1, FOXRED1, GAMT, GARS, GATM, GCDH, GDAP1, GFER, GFM1, GFM2,
GLDC, GLRX5, GTPBP3, GYG2, HADH, HADHA, HADHB, HARS2, HCCS, HIBCH, HLCS,
HMGCL, HMGCS2, HSD17B10, HSPD1, HTRA2, IARS2, IBA57, IDH2, IDH3B, IFIH1, ISCA1,
ISCA2, ISCU, KARS, L2HGDH, LAMP2, LARS, LARS2, LIAS, LIPT1, LIPT2, LMBRD1, LONP1,
LRPPRC, LYRM4, LYRM7, MARS2, MECR, MFF, MFN2, MGME1, MICU1, MIPEP, MPCA1,
MPV17, MRPL12, MRPL3, MRPL40, MRPL44, MRPS14, MRPS16, MRPS2, MRPS22, MRPS23,
MRPS34, MRPS7, MSTO1, MTFMT, MTHFD1, MTO1, MTPAP, NADK2, NARS2, NAXE,
o Invitae#% = k3> K'Y 7RKR/ARIL NDUFA1, NDUFA10, NDUFA11, NDUFA12, NDUFA13, NDUFA2, NDUFA4, NDUFAG6, NDUFA9,
98002 %tj#l; Invitae Nuclear Mitochondrial Disorders NDUFAF1, NDUFAF2, NDUFAF3, NDUFAF4, NDUFAF5, NDUFAFG6, NDUFAF7, NDUFB11,
- Panel NDUFB3, NDUFB8, NDUFB9, NDUFS1, NDUFS2, NDUFS3, NDUFS4, NDUFS6, NDUFS7,
NDUFS8, NDUFV1, NDUFV2, NFS1, NFU1, NGLY1, NNT, NR2F1, NSUN3, NUBPL, NUP62,
OGDH, OPA1, OPA3, OTC, OXCT1, PANK2, PARS2, PC, PCCA, PCCB, PCK2, PDHA1,
PDHB, PDHX, PDK3, PDP1, PDSS1, PDSS2, PET100, PINK1, PITRM1, PMPCA, PMPCB,
PNKD, PNPLA8, PNPT1, POLG, POLG2, POP1, PPA2, PPOX, PSAP, PUS1, QARS, QRSL1,
RANBP2, RARS, RARS2, REEP1, RMND1, RNASEH1, RNASEH2A, RNASEH2B, RNASEH2C,
RRM2B, SACS, SAMHD1, SARS2, SCN1A, SCO1, SCO2, SDHA, SDHAF1, SDHB, SDHC,
SDHD, SERAC1, SFXN4, SIRT1, SLC19A2, SLC19A3, SLC22A5, SLC25A1, SLC25A12,
SLC25A13, SLC25A15, SLC25A19, SLC25A20, SLC25A21, SLC25A22, SLC25A26, SLC25A3,
SLC25A32, SLC25A38, SLC25A4, SLC25A42, SLC25A46, SLC39A8, SLC52A2, SLC52A3,
SLC6A8, SLC7A13, SPAST, SPG7, STAT2, STXBP1, SUCLA2, SUCLG1, SUCLG2, SUGCT,
SURF1, TACO1, TANGO2, TARS2, TAZ, TFAM, TIMM50, TIMM8A, TIMMDC1, TK2,
TMEM126A, TMEM126B, TMEM70, TOP1MT, TOP3A, TPK1, TRAP1, TREX1, TRIT1,
TRMT10C, TRMT5, TRMU, TRNT1, TSFM, TTC19, TUFM, TWNK, TXN2, TYMP, UQCC?2,
UQCC3, UQCRB, UQCRC2, UQCRQ, VARS2, WARS2, WDR45, WFS1, XPNPEP3, YARS2,

YME1LA1
InvitaeBardet-BiedIE {2 /< % L ARLS6, BBIP1, BBS1, BBS10, BBS12, BBS2, BBS4, BBS5, BBS7, BBS9, CSBORF37, CEP164,
4112 AR % . . = CEP19, CEP290, FBNS3, IFT172, IFT27, IFT74, KIF7, LZTFL1, MKKS, MKS1, SCLT1,
Invitae Bardet-Biedl Syndrome Panel

SDCCAGS8, TRAPPC3, TRIM32, TTC8, WDPCP

ABCA3, ABCB6, ABHD12, ADAMTS18, ADAMTSL4, AGK, ALDH18A1, BCOR, BEST1, BFSP1,
BFSP2, CHMP4B, CLN3, COL11A1, COL18A1, COL2A1, COL4A1, COL4A2, CRYAA, CRYAB,
CRYBA1, CRYBA4, CRYBB1, CRYBB2, CRYBB3, CRYGB, CRYGC, CRYGD, CRYGS, CTDP1,
CYP27A1, CYP51A1, EPG5, EPHA2, ERCC2, ERCC5, ERCC6, ERCCS8, EYA1, FAM126A,
5132 IR Invitae B &/ )L FOXC1, FOXES, FTL, FYCO1, FZD4, GALK1, GALT, GCNT2, GFER, GJA1, GJA3, GJAS,
Invitae Cataracts Panel HMX1, HSF4, JAM3, LEMD2, LIM2, LONP1, LSS, MAF, MIP, MIR184, MYH9, NDP, NF2, NHS,
OCRL, OPA3, P3H2, PAX6, PEX10, PEX11B, PEX16, PEX2, PEX7, PITX2, PITX3, PXDN,
RAB18, RAB3GAP1, RAB3GAP2, RDH11, RECQL4, RGS6, RNLS, RRAGA, SC5D, SIL1,
SIPA1L3, SIX6, SLC16A12, SLC33A1, TBC1D20, TDRD7, TFAP2A, TMEM70, UNC45B, VIM,
VSX2, WDR87, WFS1, WRN, XYLT2

Y Invitae'g‘gfﬁfm%fj’tﬁﬁf Ei’;f‘éﬁn 4ness _CABP4, CACNA1F, CACNA2D4, CHM, CYP4V2, FRMD7, GNAT1, GNB3, GPR179, GRMS,
9 ey GUCY2D, LRIT3, NYX, PDE6B, RBP4, RDH5, RHO, RLBP1, RPE65, SAG. SLC24A1, TRPM1
itae B SR R 9 4 s CHRDL1, CHST6, COL17A1, COL5A1, COL8A2, CYP4V2, DCN, FOXE3, GJAS, GRHL2, GSN,
502 BE mviaeBRI A8 1/ KERA, KRT12, KRT3, LCAT, LOXHD1, MAF, MIR184. NLRP1, OVOL2, PAX6, PIKFYVE,
ystrop PITX2, PRDMS5, PXDN, SLC4A11, TACSTD2, TGFBI, UBIAD1, VSX1, ZEB1, ZNF143, ZNF469
. L ASB10, ATOH7, BMP4, COL4A1, COL8A2, CYP1B1, EXO5, FOXC1, FOXE3, LMX1B, LTBP2,
55015  ERES Invitae kA RE/ S )L

Invitae Glaucoma Panel MAF, MFRP, MYOC, OPTN, PAX6, PIK3R1, PITX2, PITX3, PRPF8, PRSS56, PXDN,
SH3PXD2B, SIX6, SLC4A4, TEK, WDR36
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ABCA4, ABCC6, ABHD12, ACBD5, ACO2, ADAM9, ADAMTS 18, ADAMTSL4, ADGRA3, ADGRV1,
ADIPOR1, AGBL5, AHI1, AHR, AIPL1, ALMS1, ARHGEF18, ARL13B, ARL2BP, ARL3, ARL6, ARMC9,
ARSG, ASRGL1, ATF6, ATOH7, BOD1, BBIP1, BBS1, BBS10, BBS12, BBS2, BBS4, BBS5, BBS7,
BBS9, BEST1, C100RF11, C120RF65, C1QTNF5, CBORF37, CA4, CABP4, CACNA1F, CACNA2D4,
CAPNS5, CC2D2A, CCT2, CDH23, CDH3, CDHR1, CEP164, CEP19, CEP250, CEP290, CEP41,
CEP78, CEP83, CERKL, CFAP410, CHM, CIB2, CISD2, CLCC1, CLN2 (TPP1), CLN3, CLN5, CLNG,
CLN8, CLRN1, CLUAP1, CNGA1, CNGA3, CNGB1, CNGB3, CNNM4, COL11A1, COL11A2,
COL18A1, COL2A1, COL9A1, COL9A2, COL9A3, CPLANE1, CRB1, CRX, CSPP1, CTNNA1, CTSD,
CWC27, CYP4V2, DHDDS, DHX32, DHX38, DNAJC17, DRAM2, DSCAML1, DTHD1, EFEMP1,
ELOVL4, EMC1, ERCC6, EXOSC2, EYS, FAM161A, FBLN5, FLVCR1, FRMD7, FSCN2, FZD4, GDF6,
GNAT1, GNAT2, GNB3, GNPTG, GNS, GPR143, GPR179, GPR45, GRM6, GRN, GUCA1A, GUCA1B,
GUCY2D, HARS, HGSNAT, HK1, HMCN1, HMX1, IDH3A, IDH3B, IFT140, IFT172, IFT27, IFT43,
IFT74, IFT80, IFT81, IFT88, IMPDH1, IMPG1, IMPG2, INPP5E, INVS, IQCB1, ITM2B, JAG1, KCNJ13,
KCNV2, KIAA0586, KIAA1549, KIF11, KIF7, KIZ, KLHL7, LCA5, LRAT, LRIT3, LRP2, LRP5, LYST,
LZTFL1, MAK, MAPKAPK3, MERTK, MFN2, MFRP, MFSD8, MIR204, MKKS, MKS1, MPDZ, MTPAP,
MTTP, MYO7A, NAGLU, NBAS, NDP, NEK2, NEUROD1, NMNAT1, NPHP1, NPHP3, NPHP4, NR2E3,
NR2F1, NRL, NYX, OAT, OCA2, OFD1, OPA1, OPA3, OPN1SW, OR2W3, OTX2, P3H2, PAX2, PAX6,
PCARE, PCDH15, PCYT1A, PDE6A, PDE6B, PDE6C, PDE6D, PDE6G, PDE6GH, PDZD7, PEX1,
PEX10, PEX11B, PEX12, PEX13, PEX14, PEX16, PEX19, PEX2, PEX26, PEX3, PEX5, PEX6, PEX7,
PHYH, PITPNM3, PLA2G5, PLK4, PNPLA6, POC1B, POC5, POMGNT1, PPT1, PRCD, PRDM13,
PROM1, PRPF3, PRPF31, PRPF4, PRPF6, PRPF8, PRPH2, PRPS1, RAB28, RAX2, RBP1, RBP3,
RBP4, RCBTB1, RD3, RDH11, RDH12, RDH5, REEP6, RGR, RGS9, RGS9BP, RHO, RIMS1, RLBP1,
ROM1, RP1, RP1L1, RP2, RP9, RPE65, RPGR, RPGR (ORF15), RPGRIP1, RPGRIP1L, RS1,
RTN4IP1, SAG, SAMD11, SCLT1, SDCCAG8, SEMA4A, SGSH, SIX6, SLC24A1, SLC24A5, SLC45A2,
SLC7A14, SNRNP200, SPATA7, SPP2, TCTN1, TCTN2, TCTN3, TEAD1, TIMM8A, TIMP3, TMED7,
TMEM107, TMEM126A, TMEM 138, TMEM216, TMEM231, TMEM237, TMEM67, TOPORS,
TRAF3IP1, TREX1, TRIM32, TRNT1, TRPM1, TSPAN12, TTC21B, TTC8, TTLL5, TTPA, TUB,
TUBGCP4, TUBGCP6, TULP1, TYR, TYRP1, UNC119, USH1C, USH1G, USH2A, VCAN, VPS13B,
WDPCP, WDR19, WDR34, WFS1, WHRN, ZNF408, ZNF423, ZNF513

Invitaefl & HEIZREE /S 4 )L
Invitae Inherited Retinal Disorders Panel

ABCA4, BEST1, C1QTNF5, CDH3, CERKL, CFI, CHST6, CNGB3, CRB1, CRX, CTNNA1,

InvitaeMacular¥ X kA7 1 —/8 )L DRAM2, EFEMP1, ELOVL4, FSCN2, GUCA1B, HMCN1, IMPG1, IMPG2, KCNV2, MFSDS8,

Invitae Macular Dystrophy Panel NMNAT1, PRDM13, PROM1, PRPH2, RAX2, RBP3, RBP4, RDH12, RDH5, RLBP1, RP1L1,
RPGRIP1, RS1, SIX6, TIMP3

ABCB6, ADAMTS18, ALDH1A3, ALX1, ASPH, BCOR, BMP4, BMP7, C120RF57, CDON,
CHD7, COL4A1, CPAMDS, CRYAA, CRYBA4. CYP1B1, DCDC1, ELP4, ERCC2, ERCC5.
Invitae/NRIRAE, MIRIRE. 30K —7 ( ppocg FAT1, FOXC1, FOXE3, FOXL2, FRAS1, FREM1, FREM2, FZD5, GDF6, GJA1, GRIP1,
|m§é Mﬁigg:;ﬂfzﬂjpﬁ’h‘aﬁ: HCCS, HESX1, HMGB3, HMX1, ITPR1, KERA, MAB21L2, MFRP, MIR204, MITF, NAA10, NDP.
Coloboma (MAC) and Aniorior Seament OCRL, OTX2, PAX2, PAX6, PITX2, PITX3, PORCN, PRDM5. PRSS56, PXDN, RAB18,
e RAB3GAP1, RAB3GAP2, RARB, RAX, RBP4, RERE, SALL2, SHH, SIX3, SIX6, SLC38AS,
SMCHD1, SMOC1, SOX2, STRA6, TBC1D20, TENM3, TFAP2A, UBE3B, VAX1, VSX1, VSX2,
WNT2B, YAP1, ZDBF2, ZIC2

InvitaeOculo-Facio-Cardio-Dental

Syndrome Test BCOR
Invitae R R 8 £ 5 /S L AP3B1, AP3D1, BLOC1S3, BLOC1S6, C100RF11, DTNBP1, FRMD7, GPR143, HPS1, HPS3,
. = . HPS4, HPS5, HPS6, LYST, MLPH, MYO5A, OCA2, RAB27A, SLC24A5, SLC38A8, SLC45A2,
Invitae Oculocutaneous Albinism Panel TYR TYRP1

Invitae P FRE MEMRER /AR

iz Geiasie DyEpeek B GLI2, HESX1, OTX2, PAX6, PROP1, SOX2, SOX3, TAX1BP3

InvitaeSticklerfiE{Z /S JL

o Ll o S e (BT COL11A1, COL11A2, COL2A1, COL9A1, COL9A2, COL9A3, LOXL3, LRP2, VCAN

InvitaeBardet-Bied S 1B B /< L ARLG6, BBIP1, BBS1, BBS10, BBS12, BBS2, BBS4, BBS5, BBS7, BBS9, CBORF37, CEP164,
CEP19, CEP290, FBN3, IFT172, IFT27, IFT74, KIF7, LZTFL1, MKKS, MKS1, SCLT1,

Invitae Bardet-Biedl Syndrome Panel SDCCAGS, TRAPPC3, TRIM32, TTC8, WDPCP

AHI1, ARL13B, B9D1, BOD2, CC2D2A, CEP104, CEP120, CEP290, CEP41, CPLANE1, CSPP1,
INPPSE, KIAA0586, KIF7, MKS1, MRE11, NPHP1, NPHP3, OFD1, PDE6D, RPGRIP1L, TCTN1,
TCTN2, TCTN3, TMEM138, TMEM216, TMEM231, TMEM237, TMEM67, TTC21B, ZNF423

Invitae Joubert and Meckel-Gruber
Syndromes Panel

AHI1, ANKS6, CC2D2A, CEP164, CEP290, CEP83, DCDC2, GLIS2, IFT172, INVS, IQCB1,
NEK8, NPHP1, NPHP3, NPHP4, OFD1, PKHD1, RPGRIP1L, SDCCAGS8, TCTN1, TMEM216,
TMEM237, TMEM67, TTC21B, WDR19, XPNPEP3, ZNF423

InvitaeNephronophthisis/\ % JL Invitae
Nephronophthisis Panel
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4102

4103

4101

434341

55008

434347

ADAMTS9, AHI1, AK7, ALG8, ALMS1, ANKS6, ARL13B, ARL3, ARL6, ARMC4, ARMC9,
B9D1, BOD2, BBIP1, BBS1, BBS10, BBS12, BBS2, BBS4, BBS5, BBS7, BBS9, C110RF70,
C2CD3, C80ORF37, CC2D2A, CCDC103, CCDC114, CCDC151, CCDC39, CCDC40, CCDC65,
CCNO, CCNQ, CELSR2, CENPF, CEP104, CEP120, CEP164, CEP19, CEP290, CEP41,
CEP55, CEP83, CFAP298, CFAP410, CFTR, CLUAP1, CPLANE1, CRB2, CSPP1, CTU2,
DCDC2, DDX59, DHCR7, DNAAF1, DNAAF2, DNAAF3, DNAAF4, DNAAF5, DNAH1,
DNAH11, DNAH5, DNAHS8, DNAH9, DNAI1, DNAI2, DNAJB11, DNAJB13, DNAL1, DRC1,
DYNC2H1, DYNC2LI1, DZIP1L, EVC, EVC2, EXOC3L2, EXOC8, FAM186B, FBN3, FGFR1,

—_— Invitacli £ 5/ $ R L FGFR2, FGFR3, GANAB, GASS, GLIS2, HNF1B, HYLS1. ICK, IFT122, IFT140, IFT172, IFT27,
ol Loeers ETemints el IFT43, IFT52, IFT57, IFT74, IFT80. IFT81, INPP5E, INTU, INVS, IQCB1, KIAA0556,
KIAA0586, KIAAO753, KIF14, KIF7, LRP5, LRRC56, LRRC6, LRRCC1, LZTFL1, MAPKBP1,
MCIDAS, MKKS, MKS1, MRE11, NEK1, NEK8, NOTCH2, NPHP1, NPHP3, NPHP4, OFD1,
PDE6D, PIAS1, PIBF1, PIH1D3, PKD2, PKHD1, PMM2, PRKCSH, RBM48, RCOR1, RPGR,
RPGRIP1L, RSPH1, RSPH3, RSPH4A, RSPH9, SCLT1, SDCCAGS, SEC63, SLC30A7,
SPAG1, SUFU, TBC1D32, TCTEX1D2, TCTN1, TCTN2, TCTN3, TMEM107, TMEM138,
TMEM216, TMEM231, TMEM237, TMEM67, TRAF3IP1, TRAPPC3, TRIM32, TTC218B, TTC26,
TTC8, TXNDC15, USP9X, WDPCP, WDR19, WDR34, WDR35, WDR60, XPNPEP3,
ZMYND10, ZNF423
AGPS, ALPL, ASCC1, CEP120, CFAP410, CHUK, COL11A1, COL11A2, COL1A1, COL1A,
- i o o..._ COL2AT, CREB3L1, CRTAP, CSPP1, DLL1, DLL3, DMRT2, DYNC2H1, DYNC2LI1, EBP,
'”‘“taem@%ﬁﬁ%;*ﬁfﬂimﬁ SUBHEE £yc Eve2, FAM111A, FGFR2, FGFR3, GNPAT, GPX4, HES7, HSPG2, ICK, IFT122, IFT140,
wie | o et oysplasiaIFT172, IFT43, IFT52, IFT74, IFT80, IFT81, IMPAD1, INPPL1, INTU, KIAAOS86, KIAAOTSS,
B Sratal Sllonathice Pane LBR, LFNG, LRP5, MBTPS2. MESP2, NEK1, P3H1, PAM16, PEX5, PEX7, PPIB, RIPPLY2,
SLC26A2. SLC35D1, SOX9, TBX6, TCTEX1D2, TMEM38B, TRAF3IP1, TRIP11, TRIP4,
TRPV4, TTC21B, WDR19, WDR34, WDR35, WDR60, WNT1, WNT3
AK7, ARMC4, C110RF70, CCDC103, CCDC114, CCDC151, CCDC39, CCDC40, CCDCHS,
s st e e sy,  CONO, CEP164, CFAP298, CFTR, DNAAF1, DNAAF2, DNAAF3, DNAAF4, DNAAFS, DNAH,
B iy Srakmosia panel DNAH11, DNAHS5, DNAHS, DNAH9, DNAI1, DNAI2, DNAJB13, DNAL1, DRC1, GASS,
LRRC56, LRRC6, MCIDAS, NOTCH2, OFD1, PIH1D3, RPGR, RSPH1, RSPH3, RSPH4A,
RSPH9, SPAG1, ZMYND10
i £ & URES O Invitae s 5 1 B 2% ACE, AGT, AGTR1, BICC1, BNC2, CRKL, DCHS1, DSTYK, EYA1, FAT4, FGF20, FOXCH,
—_— (CAKUT) /34 L FRAS1, FREM1, FREM2, GATA3. GLI3, GREBAL, HNF1B, HOXA13, HPSE2, ITGAS, LRP4,
o Invitae Congenital Anomalies of Kidney and NRIP1, PAX2, PBX1, REN, RET, ROBO2, SALL1, SIX1, SIX2, SIX5, SLIT2, SOX17, TBX18,
Urinary Tract (CAKUT) Panel UMOD, VIPAS39, VPS33B, WNT4, WT1
ALGS, ANKS6, BICC1, CEP164, CEP290, CEP83, CEP89, COL4A1, CRB2, DCDC2, DICERH,
. i DNAJB11, DZIP1L, GANAB, GLIS2, HNF1B, IFT172, INVS, IQCB1, JAG1, LRP5, MAPKBP1,
5 e Invitae A BRE /SR
B Reine, Diaoace pane NEKS, NOTCH2, NPHP1, NPHP3, NPHP4, OFD1, PAX2, PKD2, PKHD1, PRKCSH,
RPGRIP1L, SDCCAGS, SEC61A1, SEC63, TMEM67, TSCA, TSC2, TTC218, UMOD, VHL,
WDR19, ZNF423
ACTN4, AMN, ANLN, APOL1, ARHGAP24, ARHGDIA, CD2AP, CFH, CLCN5, COL4A3,
Invitaek 7 0 — BEIRE £ & (K EE R COL4AL, COL4A5, COQ2, COQ6, COQ8B, CRB2, CUBN, DGKE, DHTKD1, EMP2, FN1,
—_— B KR IL 5 (FSGS)/ S L INF2, ITGA3, ITGB4, KANK1, KANK2, KANK4, LAGE3, LAMAS, LAMB2, LMX1B, MAGI2,
AEE e Dashas Syadios e Foes MYO1E, NPHS1, NPHS2, NUP107, NUP133, NUP160, NUP205, NUP85, NUP93, NXF5,

Segmental Glomerulosclerosis (FSGS) Panel  OCRL, OSGEP, PAX2, PDSS2, PLCE1, PODXL, PTPRO, SGPL1, SMARCAL1, TP53RK,
TPRKB, TRPC6, WDR73, WT1, XPO5
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ACE, AGT, AGTR1, AQP2, ATP6V0OA4, ATP6V1B1, AVPR2, BSND, CA2, CASR, CLCNKB,

Invitae B R EHEES /S L CLDN16, CLDN19, CNNM2, CUL3, EGF, FOXI1, FXYD2, GATM, GNA11, HSD11B2, KCNJ1,

Invitae Renal Tubular Disorders Panel KCNJ10, KLHL3, MAGED2, NR3C2, OCRL, REN, SCNN1A, SCNN1B, SCNN1G, SLC12A1,
SLC12A3, SLC34A1, SLC4A1, SLC4A4, TRPM6, WNK1, WNK4

4308 B

ADCY10, AGXT, ALPL, APRT, ATP6VOA4, ATP6V1B1, ATP7B, CA2, CASR, CLCN5, CLCNKB,
Invitae B #5H /SR L CLDN16, CLDN19, CYP24A1, FAM20A, FOXI1, GPHN, GRHPR, HOGA1, HPRT1, KCNJ1,
Invitae Nephrolithiasis Panel MOCOS, MOCS1, MOCS2, OCRL, PEX6, PREPL, SLC12A1, SLC22A12, SLC26A1, SLC2A9,
SLC34A1, SLC34A3, SLC3A1, SLC4A1, SLC7A9, SLC9A3R1, UMOD, VDR, XDH

72037

b
g
+

ACE, ACTB, ACTN4, ADAMTS13, AGT, AGTR1, AHI1, ALG8, ALG9, ALMS1, AMN, ANKSG,
ANLN, APOL1, APRT, AQP2, ARHGAP24, ARHGDIA, ARL6, ATP6V0A4, ATP6V1B1, AVP,
AVPR2, BBIP1, BBS1, BBS10, BBS12, BBS2, BBS4, BBS5, BBS7, BBS9, BICC1, BSND, CA2,
CACNA1D, CACNA1H, CASR, CD151, CD2AP, CDKN1C, CEP164, CEP19, CEP290, CEP83,
CEP89, CFHR5, CHRM3, CLCN5, CLCNKB, CLDN16, CLDN19, COL4A1, COL4A3, COL4A4,
COL4AS5, COL4AB, COQ2, COQ6, COQ8B, CPLANE1, CRB2, CTNS, CUBN, CYP24A1,
DCDC2, DGKE, DHCR7, DICER1, DLC1, DNAJB11, DZIP1L, EGF, EMP2, EYA1, FAM20A,
FAN1, FAT1, FN1, FOXI1, FOXP3, FREM1, GANAB, GATA3, GATM, GLA, GLIS2, GRHPR,
Invitae T HEBERE /AR GSN, HNF1A, HNF1B, HPRT1, HPSE2, HSD11B2, IFT122, IFT140, IFT172, IFT27, IFT43,
Invitae Progressive Renal Disease Panel  INF2, INVS, IQCB1, ITGAS3, ITGAG, ITGB4, JAG1, KANK2, KANK4, KAT6B, KCNJ1, KCNJ10,
LAMAS, LAMB2, LCAT, LDHA, LMX1B, LPIN1, LRP4, LRP5, LYZ, LZTFL1, MAGED2, MAGI2,
MAPKBP1, MEFV, MKKS, MYH9, MYO1E, NEK8, NOTCH2, NPHP1, NPHP3, NPHP4, NPHS1,
NPHS2, NSDHL, NUP107, NUP133, NUP160, NUP205, NUP85, NUP93, OFD1, PAX2, PBX1,
PDSS2, PHEX, PKD2, PKHD1, PLCE1, PODXL, PREPL, PTPRO, REN, RMND1, RPGRIP1L,
SALL1, SALL4, SARS2, SDCCAGS8, SEC61A1, SEMA3E, SGPLA1, SIX1, SIX5, SLC12A1,
SLC12A3, SLC22A12, SLC2A2, SLC2A9, SLC37A4, SLC41A1, SLC4A1, SLC4A4, SLC7A7,
SMARCAL1, SYNPO, TBC1D8B, TMEM67, TNS2, TP63, TRIM32, TRPC6, TSC1, TSC2,
TTC21B, TTC8, UMOD, WDPCP, WDR19, WDR73, WT1, XPNPEP3, XPO5, ZNF423

75000 EFfEF

AARS, AIFM1, ATP1A1, BAG3, BSCL2, COX6A1, DHTKD1, DNAJB2, DNM2, DRP2,
Invitae> ¥ )La— - v — - b5 —2¥F#H DYNC1H1, EGR2, FBLNS, FGD4, FIG4, GARS, GDAP1, GJB1, GNB4, HARS, HINT1, HSPB1,

3201 g S A Y HSPBS8, IGHMBP2, INF2, KIF5A, LITAF, LMNA, LRSAM1, MARS, MCM3AP, MED25, MFN2,
- Invitae Charcot-Marie-Tooth Disease MME, MORC2, MPZ, MTMR2, NDRG1, NEFH, NEFL, PDK3, PLEKHG5, PMP2, PMP22,
Comprehensive Panel PRPS1, PRX, RAB7A, SBF1, SBF2, SH3TC2, SLC25A46, SPG11, SURF1, TFG, TRIM2,
TRPV4, YARS

Invitae: BIEMHERE S S VBEBBES /(R
|2 ATL1, ATL3, DNMT1, DST, ELP1, KIF1A, NGF, NTRK1, PRDM12, RETREG1, SCN11A,
Invitae Hereditary Sensory and Autonomic SCN9A, SPTLC1, SPTLC2, WNK1
Neuropathy Panel

3230 MEER

P |nyitaeﬂ’a€f|¢§1$?$mz§7_‘-x k ELP1
Invitae Familial Dysautonomia Test

ABCD1, ALDH18A1, ALS2, AP4B1, AP4E1, AP4M1, AP4S1, AP5Z1, ARG1, ARL6IP1, ATLA1,
ATP13A2, BAGALNT1, BSCL2, C120RF65, CAPN1, CPT1C, CYP27A1, CYP2U1, CYP7B1,
DDHD1, DDHD2, ENTPD1, ERLIN1, ERLIN2, FA2H, FARS2, GBA2, GJC2, HACE1, HEXA,
HSPD1, KCNA2, KDM5C, KIDINS220, KIF1A, KIF1C, KIF5A, L1CAM, MAG, NIPA1, NKX6-2,
NT5C2, PLP1, PNPLAG, RAB3GAP2, REEP1, REEP2, RTN2, SACS, SLC16A2, SPART,
SPAST, SPG11, SPG21, SPG7, TECPR2, TFG, UCHL1, VAMP1, WASHCS, ZFYVE26

Invitae:B R HEEE R REBE /AR IL
3251 fHIRKE Invitae Hereditary Spastic Paraple gia
Comprehensive Panel

InvitaeiB G £ BB HEEF /IR L ASAH1, ATP7A, BICD2, BSCL2, CHCHD10, DCTN1, DNAJB2, DYNC1H1, EXOSC9, FBXO38,
3240 ##EKEE  Invitae Hereditary Motor Neuropathies GARS, HEXA, HINT1, HSPB1, HSPB8, IGHMBP2, MORC2, PLEKHG5, REEP1, SIGMART,
Panel SLC5A7, SMN1, SMN2, TRPV4, UBA1, VAPB, VRK1
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Invitae% & = (D >+ , —* _ /0

3220 ©§°** . -
D Invitae Small Fiber Neuropathy Test
Invitae1. 234567 , 89
245 B¢ . ) ¢
3245 D Invitae Spinal Muscular Atrophy Panel

Invitae1. 23456 7STAT , 89

g
TR e Invitae Spinal Muscular Atrophy STAT Panel

3291
Test

Invitaez ; <AB ,C>* , 89

3361 N "T# . .
+ Invitae Comprehensive Myopathy Panel
Invitaez ; <=1""4DE , 89
3280 B""HSPB Invitae Comprehensive Neuromuscular
Disorders Panel
InvitaeFG34=>=/0+7@>* , 89
3292 M "HSP Invitae Congenital Muscular Dystrophy

Panel

InvitaeFG3AB ,C>* , 89

SCN9A
SMN1, SMN2

SMN1, SMN2

ANO5, BSGALNT2, BAGAT1, CAPN3, CAV3, CHKB, COL12A1, COL6A1, COL6A2, COL6AS,
DAGH1, DES, DMD, DNAJB6, DPM1, DPM2, DPM3, DYSF, EMD, FHL1, FKRP, FKTN, GAA,

Invitae =z ; <=4=/0+2@>*_.~/0
#%5 Invitae Comprehensive Muscular Dystrophy GMPPB, GOSR2, HNRNPDL, ISPD, ITGA7, LAMA2, LARGE1, LMNA, MYOT, PLEC, PNPLA2,
POGLUT1, POMGNT1, POMGNT2, POMK, POMT1, POMT2, RXYLT1, SGCA, SGCB, SGCD,

SGCG, SMCHD1, TCAP, TK2, TNPO3, TOR1AIP1, TRAPPC11, TRIM32, TTN

ACTA1, ADSSL1, AMPD1, ANOS5, ATP2A1, BAG3, BIN1, CACNA1S, CASQ1, CAV3, CCDC78,
CFL2, CLCN1, CNTN1, COL12A1, COL6A1, COL6A2, COL6A3, CPT2, CRYAB, DES, DNAJB6,
DNM2, DYSF, FHL1, FKBP14, FLNC, GNE, GYG1, GYS1, HACD1, HNRNPA2B1, ISCU,
KBTBD13, KCNJ2, KLHL40, KLHL41, LAMP2, LDB3, LMNA, LMOD3, MAP3K20, MATRS,
MEGF10, MICU1, MTM1, MYH2, MYH7, MYL2, MYO18B, MYOT, MYPN, NEB, ORAI1,
PYROXD1, RYR1, SCN4A, SELENON, SMPX, SPEG, SQSTM1, STAC3, STIM1, TAZ, TIA1,

TK2, TNNT1, TPM2, TPM3, TTN, VCP, VMA21

ABHD5, ACAD9, ACADM, ACADVL, ACTA1, ADSSL1, AGK, AGL, AGRN, AHCY, ALDOA,
ALG14, ALG2, AMACR, AMPD1, ANOS5, ATP2A1, ATP7B, BSGALNT2, BAGAT1, BAG3, BIN1,
C1QBP, CACNA1S, CAPN3, CASQ1, CAV3, CCDC78, CFL2, CHAT, CHKB, CHRNA1,
CHRNB1, CHRND, CHRNE, CLCN1, CNTN1, COL12A1, COL13A1, COL6A1, COL6A2,
COL6A3, COLQ, COQ2, COQ4, COQ7, COQ8A, COQY, COX15, COX20, COX6B1, CPT1A,
CPT2, CRYAB, CTDP1, DAG1, DDC, DES, DGUOK, DMD, DNA2, DNAJB6, DNM2, DOK?7,
DPAGT1, DPM1, DPM2, DPM3, DYSF, EMD, ENOS3, ETFA, ETFB, ETFDH, FBXL4, FDX2,
FHL1, FKBP14, FKRP, FKTN, FLAD1, FLNC, GAA, GATM, GBE1, GFER, GFPT1, GMPPB,
GNE, GOSR2, GYG1, GYS1, HACD1, HADH, HADHA, HADHB, HMBS, HNRNPA2B1,
HNRNPDL, ISCU, ISPD, ITGA7, KBTBD13, KCNJ2, KLHL40, KLHL41, LAMA2, LAMP2,
LARGE1, LDB3, LDHA, LMNA, LMOD3, LPIN1, MAN2B1, MAP3K20, MATR3, MEGF10,
MGME1, MICU1, MPV17, MTM1, MUSK, MYH2, MYH3, MYH7, MYL2, MYO18B, MYOT,
MYPN, NEB, OPA1, OPA3, ORAI1, PDSS1, PDSS2, PFKM, PGAM2, PGK1, PGM1, PHKA1,
PHKB, PLEC, PNPLA2, PNPLA8, POGLUT1, POLG, POLG2, POMGNT1, POMGNT2, POMK,
POMT1, POMT2, PREPL, PUS1, PYGM, PYROXD1, RAPSN, RBCK1, RNASEH1, RRM2B,
RXYLT1, RYR1, SCN4A, SDHA, SELENON, SGCA, SGCB, SGCD, SGCG, SIL1, SLC16A1,
SLC18A3, SLC22A5, SLC25A20, SLC25A3, SLC25A4, SLC25A42, SLC5A7, SMCHD1, SMN1,
SMN2, SMPX, SPEG, SQSTM1, STAC3, STIM1, SUCLA2, SUCLGH1, SYT2, TANGO2, TAZ,
TCAP, TIA1, TK2, TNNT1, TNPO3, TOR1AIP1, TPM2, TPM3, TRAPPC11, TRIM32, TRMTS5,
TSFM, TTN, TWNK, TYMP, VAMP1, VCP, VMA21, YARS2

B3GALNT2, B4GAT1, CHKB, COL12A1, COL6A1, COL6A2, COL6A3, DAG1, DMD, DPM1,
DPM2, DPM3, FKRP, FKTN, GMPPB, GOSR2, ISPD, ITGA7, LAMA2, LARGE1, LMNA,
POMGNT1, POMGNT2, POMK, POMT1, POMT2, RXYLT1, TCAP, TK2

ACTA1, BIN1, CACNA1S, CCDC78, CFL2, CNTN1, COL12A1, COL6A1, COL6A2, COLGAS,

DNM2, FKBP14, HACD1, KBTBD13, KLHL40, KLHL41, LMOD3, MAP3K20, MEGF10, MICU1,
MTM1, MYH7, MYL2, MYO18B, MYPN, NEB, PYROXD1, RYR1, SELENON, SPEG, STAC3,

TK2, TNNT1, TPM2, TPM3, TTN

DMD

2 " . .
336 #$ Invitae Congenital Myopathy Panel
Invitae=/0O0+?@H ., —-*_~/0
3301 ®§°*°" . N .
D Invitae Dystrophinopathies Test
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