du Géne et Nom OMIM du Géne / HGNC

G N Régles de Manutention / Site de I'Analyse / Test Site Renseignements sur Méthode / Note Particuliére / M Jour /
Gene Symbol and OMIM Gene Number Handling Conditions - I'An: Special Comment Updated
15 Mold Panel 1465 In-Common Laboratories |  Done at Alletess 12-Mar-20
Gold Top or Red Top
(Serum) or Lavender
Jasma). Centrifuge and )
) aii’;uut se)rum to trgnsport LabCorp/Dynacare Enzymatic,
1,5-anhydroglucitol (GlycoMark) [500115] [GLYC] 1465 e |G ) colorimetric 10-Jan-21
" ! assay.
collection. Store and ship
forzen. Stable at -20°C for
14 days.
Serum: Collect serum
specimens in serum
separator or red top tube.
Allow blood to clot for 30
minutes, then centrifuge.
Pipette serum into a N
" Colorimetric
transport tube without Fungitell® assay
interfering levels of (153)- el No longer
. utilizing a )
B-D-Glucan. Most sterile Hevatedinfungal | (15appp. | Performedin
FUNGITEL BETA-D -Glucan Colorimetric Assay [317] 489 polypropylene DNAase MiraVista Diagnostics redin " | province. AH-612 | 8Sep-22
infection Glucan -specific
and RNAse free tubes are - shecl® | must be approved
acceptable. by Microbiology.
CSF: Submit CSF in a sterile Amebocyte
’ Lysate (LAL)
screw cap container.
STABILITY Room
Temperature: Not
acceptable.
Refrigerated: 5 days
Frozen: Indefinitely
systemic mastocytosis;
Urine. No preservative. mast cell activation
2,3-Dinor-11Beta-Prostaglandin F2 Alpha, 24 Hour, Urine Gl A e | MypEMEltoes | demnimis May also order
] 1 sample. Refrigeate 4°C | (www.may systemic Loms/ms | \en e orde 23024
during collection. Store ies.com) Replaces 11 BETA-
frozen. PROSTAGLANDIN F2
ALPHA
Collect 1 milliter of CSF.
Spin semple f MNG Laboratories
5-Methytetrahydrofolate (CSF) NCO1] contaminated withred | ) o icaineurogenetics. | Cerebralfolate 14-May-20
blood cells and freeze the deficiency
clear CSF at -80"Celsius. com}/Dynacare
Store frozen at -80°Celsius.
No longer
Mayo Clinical Laboratories ) ) available at
68KD (HSP-70) Antibodies [F68KD] 1280 BEENEICEEREIHEER || e T et | o LG A Gy 3-May-22
SST. Store at -20°C. ) loss Anticorps anti-
ies.com) r
oreille interne
(anticochlee)
Other names:
al-Acid glycoprotein [A1AGP] Serum. Freeze f >72 hours| In-Common Laboratories | OroSmUCOid A ooty 6-Sep-18
Glycoprotein, Alpha 1
Acid Glycoprotein
For CSF, use Sarsed: CSF
Tube 62.610.015
Collect CSF directly into
Sertct o nd il e e et
o to S minimum. the BC Neuroimmunoloy Less discimination than Neurodegenerative
AOE=DX2D Ly CEEEIITEED (beneuro.ca) e p217 on SIMOA Profile Rgeqmsumn Gz
aliquoted from a regular e
collection tube. Ifthe first
ImL collected is hemolyzed,
discard and continue
collection with a new tube.
Acetaminophen [ACETA] Serum In-Common Laboratories (IENLEL TR 6-5ep-18
determine clearance
RIPA -first
performed
) R Serum (Gold SST)ONLY. | BC Neuroimmunology o 91020
Acetylcholine Receptor Antibodies, Qualitative (ACHR Ab, 91020) 18 myasthenia gravis | qualitative test. 220123
Store at-20°C. (beneuro.ca) 2t
If positive tham
91021
quantitative test
RIPA -first
performed
Serum (Gold SST)ONLY. | BC Neuroimmunology 91020
Acetylcholine Receptor Antibodies, Quantitative (ACHR Ab, 91021) 18 myasthenia gravis | qualitative test. 22123
Store at-20°C. (beneuro.ca) 2t
If positive tham
91021
quantitative test
‘Acetylcholine Receptor Antibodies with reflex to Muscle Serum (Gold SST) ONLY. | BC Neuroimmunology v_
Specific Tyrosine Kinase Antibodies (MuSK Ab) B Store at-20°C. {beneuro.ca) myasthenia gravis IR S-Aug-22
Red Top or Lavender Top
Acyclovir, Serum/Plasma [01585P] 1325 (NOT SST). Store frozenat-|  NMS Laboratories LC-Ms/MS 27-Apr-22
200
MNG Laboratories Acardi-goutieres
ADAR Full Gene Sequencing Analysis [MOL309] ADAR (146920) v e () || e s | S () g NGS Panel available |  14-May-20
Dyschromatosis sequencing
com)/Dynacare svmmetrica hereditaria
Michael Hershfield, M.D.
418 Sands Building
303 Research Dr, Duke Univ
) ) ) ) Guthere card + 1 mL EDTA Med Cent
Adenosine Deaminase and Purine Nucleoside Phosphorylase 11 o ey ket burham. North Carolina 12-Aug-22
27710
Usa
Tel: 919-684-4184
Must be frozen within 24 | Mayo Clinical Laboratories Ultraviolet
Adenosine Deaminase, Pleural Fluid [FADPF] 1 hours of collection. No | (www.mayomedicallaborator Spectrophotom 11-Feb-21

freeze/thaw cycles.

ies.com)

etry




Draw blood in a plain red-

top or Gold SST, serum gel

tube(s) is acceptable. Spin
down and send 1 mL of

Mayo Clinical Laboratories

Adiponectin [FADIO] ° - O | (www.mayomedicallaborator ELSIA HIC: RUO 31.0ct-20
serum refrigerated in a )
mr ies.com)
plastic vial. Store frozen.
Overnight fasting is
required.
Cerebrospinal Fluid (CSF),
2 mL POLYPROPYLENE
TUBES ONLY. Stabilty: Athena Diagnostics o )
ADmark® Phospho-Tau/Total-Taw/Ab42 Analysis & Interpretation, N N Alzheimer Disease Alernate site : MML
596 Room 72 (www. com ELISA 13-Dec-22
CSF (Symptomatic) [177] > (104300) Vancouver
hours, Refrigerated: 21 )
days, Frozen: 4 months.
Store & ship at -20°C.
‘Adrenal hyperplasia due to 21-hydroyxlase deficiency ‘Alberta Mol Dx Laboratory sequencing &
1326 CYP21A2 (613815 Lavender Top (EDTA) 7-Mar-22
(201910) ( ) avender Top (EDTA) (Calgary) MLPA
ON HOLD. Requires
Groupe TMTC
Afirma GEC 1680 Fine needle aspirate roupe el ot 21-Jan-21
(https://grouptmtc.com) s
Agammaglobulinemia
1, Autosomal Recessive
* X-Linked
Agammaglobulinemia
- SH2D1A-Related
Lymphoproliferative
Disease, X-Linked Massively
- Agammaglobulinemia | Parallel
2, Autosomal Recessive | 5 ing/E
inemia Panel, (9 Genes) and 050 BLNK, BTK, CD79A, CD79B, IGHM, IGLLL, LRRC8A, e ARUP Laboratories A:r::amlao huel“:::‘:: Eque':‘fc‘"g/ *0
Deletion/Duplication (6 Genes) [2011151] PIK3R1, SH2D1A P (www.aruplab.com) gammag na| )
3, Autosomal Recessive |Oligonucleotide-
- Agammaglobulinemia |  based CGH
4, Autosomal Recessive |  Microarray
- Agammaglobulinemia
5, Autosomal Dominant
- Agammaglobulinemia
6, Autosomal Recessive
- Agammaglobulinemia
7, Autosomal Recessive
Mayo Clinical Laboratories Hyperoxaluria, Sanger
AGXT Gene, Full Gene Analysis [AGXMS] AGXT (604285) Lavender Top (EDTA) | (www.mayomedicallaborator|  primary, type 1 | sequencing and
ies.com) (259900) MLPA
Molecular Otolaryngology &
€3, C3e, C4, C5, FD, FB, Ba, Bb, properdin, soluble C5b:9, Hi, | 2 mL serum REDTOP | Renal Research Laboratory, U. reaces TMA
aHUS (complement mediated TMA) Panel [aHUS-FP] 1306 FH, CHS0, APFA, FHAA, FBAA, C3b deposition, Fluid pahse | ONLY +2 mL frozen EDTA |  of lowa Carver College of eehess 25-Jun-24
. . Funcional Panel
activity-TFE plasma. Store frozen. Medicine
(wwwmedicine.iowa cdu/morl)
o o (NeGen S el 'ADAR (601059); ALDH7AL (107323); RNASEH2A MNG Laboratories Ao Goutiares NextGen
e e encing Fanel snd Sor) (606034); RNASEH2B (610326); RNASEH2C (610330); Lavender Top (EDTA) | (www.medicalneurogenetics. ! 14-May-20
Number Analysis; 6 Genes) [NGS344] Syndrome Sequencing
SAMHD1 (606754); TREX1. (606609) com)/Dynacare
Aminolevulinic Acid
Green Top (Na heparin), e e
ALA Dehydratase [ALAD] 4°Conly.Do not freeze. | In-Common Laboratories Dehy ) Sent to USA 6-Sep-18
e Deficiency Porphyria
V- (612740)
RED TOP ONLY. Serum Inselptel Bem
- y Freiburgstrasse 10
withoutgel,centriuge | FOREESE B Measures albendazole
Albendazole 1917 immediately after sulfoxide due to Lt 6-Apr-21
' | zentrale Annahme INOF /2.
collection, freeze and ship ! pass effcets
o Hd. Y. Aebi
v CH-3010 Bern, Switzerland
) ‘Albright's hereditary
Lavender Top (EDTA) 2 x4 Fulgent Genet NextG
Albright's hereditary Osteodystrophy (103580) 440 GNAS (139320) 2ienderor](ERTA 2 CEEE S Osteodystrophy sk 28-Feb-20
mL (fulgentdiagnostics.com) Sequencing
(103580)
Prevention Genetics Alexander disease Sanger
Alexander Disease via the GFAP Gene [3775] 979 GFAP (137780) Lavender Top (EDTA) | (www.preventiongenetics.co ger 10-4ul-23
o (203450) sequencing
Collect 1 milliter urine
Alpha-aminoadipic (random) and freeze at - MNG Laboratories )
N ) ° e : Pyridoxine-dependent
Alpha aminoadipic semialdehyde (Urine) [MET20] 12 semialdehyde 20°Celsius. Store frozen at | (www.medicalneurogenetics.com)| > MS/Ms 14-May-20
> e epilepsy (266100)
—20°Celsius and ship /Dynacare
frozen.
Specimen: Whole Blood
Container(s): Dark
Green/Sodium Heparin or
P Lt Green/Lithium Heparin |
X Tube. Reject due to: If eattle Children's Hospital.
Alpha aminoadipic semialdehyde (Whole Blood) [AASA] 12 semialdehyde ube. Reject due to: ey gl | O e T 20-Nov-23
sample is not spun and ogon epilepsy (266100)
frozen within 1 hour of
collection. 48 hr storage at
420 Cis acceptable. Store
plasma at -70°C.
Attn: Norine Freedman o
Lynn Coleman
Special Chemistry Laboratory
St Paufs Hospital ALPHA-L-ANTITRYPSIN | Sanger
ALPHA-1-ANTITRYPSIN DEFICIENCY (613490 1395 SERPINAT (104400) Lavender Top (EDTA)
( ) ( ) avender Top (EDTA) 1081 Burrard Street DEFICIENCY (613490) | sequencing
Vancouver, B.C. V6Z 1Y6.
Contact Dr. A. Mattman
BEFORE sending sample.
ALPHA-1-ANTITRYPSIN DEFICIENCY (SERPINAL Single Gene Fulgent Genetics ALPHA-1-ANTITRYPSIN
1395 SERPINAT (104400) Lavender Top (EDTA) Preferred 3-Feb22
Test) (613490) ( ) avender Top (EDTA) (fulgentdiagnostics.com) | DEFICIENCY (613490) B
nemaline myopathy
Prevention Genetics (NEM3; OMIM
-Actin (Skeletal Muscle Form)-Related Myopathy via th #161800) and
ek b L Eih e ACTA1 (102610) Lavender Top (EDTA) | (www.preventiongenetics.co ) an NGS 10-Jul-23

ACTA1 Gene [8813]

m)

congenital fiber-type
disproportion (CFTD1;
OMIM #255310)




Alpha-aminoadipic

Collect 1 millliter of CSF.
Spin sample if

MNG Laboratories

Alpha-aminoadipic semialdehyde (CSF) [NCO8] o) semialdehyde contaminatedwithred | 1 icalncurogeneticscomy|  T¥Tidoxine-dependent ms/ms | Seattle forHeparin |y o050
blood cells and freeze the Dy epilepsy (266100) plasma
clear CSF at -80°Celsius.
Store frozen at -80°Celsius.
Collect RED or GOLD SST. Mayo Clinical Laboratories Phadia Available at ICL
I Ipha-1,3-galactose (Alpha-Gal) IgE [ALGAL] 1761 Store at 4°C for 14 days or | (www.mayomedicallaboratories.c|  Phadia ImmunoCAP 9-May-23
TmmunoCAP $120
at20°C (90 days). om)
Mayo Clinical Laboratories [ oo
Alpha-Subunit Pituitary Tumor Marker, Serum [APGH] 55 Red Top (www.mayomedicallaborator ! " 12-5ep-22
i Glycoprotein Subunit
ies.com)
Molecular Genetics targeted mutations at ST Also available at
Alpha-Thalassemia (604131) 826 HBAT (141800); HBA2 (141850) Lavender Top (EDTA) |  Laboratory - McMaster i sequencing & e 23-an-23
University Medical Centre del/dupl
Alport Syndrome NGS Panel 785 COL4A3, COL4A4, COL4AS COLAAG Lavender Top (EDTA) U EETS NextGen 3-Feb-20
(fulgentdiagnostics.com) Sequencing
K K Methylation-
Genome Diagnostics NG
The Department of SNPRN
Angelman Syndrome: Methylation and Copy Number Analysis 311 SNRPN Lavender Top (EDTA) Pacdiatric Laboratory 19-Feb-20
Medicine
The Hospital for Sick Children
“Angelman Syndrome: UPD 15 Analysis
Genome Diagnostics
The Department of
311 Lavender Top (EDTA) Pacdiatric Laboratory STR analysis 19-Feb-20
Medicine
The Hospital for Sick Children
) ) For known
b e R s s A ) A ot Prevention Genetics mutations only.
APP Gene [4557] 598 APP (104760) Lavender Top (EDTA) | (www.preventiongenetics.co NGS Otherwise use 10-Jul-23
m Fulgent panel.
Tricho-Dento-Osseous
Prevention Genetics | Syndrome (190320); |\ o
AMELOGENESIS IMPERFECTA VIA THE DLX3 GENE [9061] DLX (600525) Lavender Top (EDTA) | (wwy i ics.co i o 10-4ul-23
m) Imperfecta, Type IV
(104510)
Mayo Clinical Laboratories A'“:I“"e"”“"“c‘d
Aminolevulinic Acid Dehydratase (ALAD), Whole Blood [ALAD | GreenTop, 4°Conly | (wwy i a O ) 31.0ct-20
s Deficiency Porphyria
(612740)
Mayo Clinical Laboratories b CHARGE FOR
AMYLOID PROTEIN D, PAR, LC MS/MS [AMPIP] 1123 Paraffin section | (www.mayomedicallaborator Lems/ms [ oD O | 6uk1s
ies.com)
MNG Laboratorics
Amyloid Related Disorders [NGS380] 1377 Lavender Top (EDTA) | (www.medicalneurogenetics.com) NGS 21-Mar-23
/Dunacare
Amyotrophic Lateral Sclerosis / Motor Neuron Disease via the Lavender Top (EDTA) 2x4 | revention Genetics NextGen
853 (www.preventiongenetics.co ! 40ct23
FUS Gene [6927] mL o Sequencing
Frontotemporal
Dementia And/Or
Amyotrophic Lateral
Sclerosis (105550),
ANG ANXALAPP Amyotrophic Lateral
Sclerosis Type 6
ARHGEF28 ATXN2 C90rf72 CFAP410 CHCHD10 CHMP2B e
Amyotrophic Lateral Sclerosis and Frontotemporal Dementia EROEERBEEER [Ed AISENGITITES REEERES [P eirereme || pzaem
o 853 HNRNPAZBL (TW26 KIFSA MAPT MATRS MOBP NEFH | - Lavender Top (EDTA) | (www.preventiongenetics.co | % 5 682 VP BRaeh 10-ul-23
NEK1 OPTN PEN1 PSENT PSEN2 SETX SOD1 SQSTM1 m) e et
TAF15 TARDBP TBKLTREM2 TUBA4UBQLN2 UNC13A b
vt (105400); Amyotrophic
Lateral Sclerosis Type
10 (612069);
Amyotrophic Lateral
Sclerosis Type 12
(613435)
ANDERSEN
CARDIODYSRHYTHMIC
PERIODIC PARALYSIS
(proper name);
Andersen syndrome
) ) - (170390, long QT
Andersen-Tawil syndrome (170390) KCNJ2 (600681) Lavender Top (EDTA) | Invitae (wwwinvitae.com) | P 008 10-4ul-23
PARALYSIS,
POTASSIUM-SENSITIVE
CARDIODYSRHYTHMIC
TYPE
Anglotensin Converting Enzyme (ACE), CSF 1919 CSF. Store Frozen in-Common Laboratories
Mayo Clinical Laboratories
Zinc Transporter 8 (ZnT8) Antibody, Serum [EZNTS] 1819 SSTeelwbe3ce | (www.mayomedicallaborator 31-0ct-20
ies.com)
Antibodies to clustered acetylcholine receptors (AChR Ab CBA) 1465 Serum (Gold SST). Store at | BC Neuroimmunology YRS I G cBA 31-0ct-20
-20°C. (beneuro.ca)
Anti-AAV9 Antibody Screening 1465 Serum. Use Gold SST. Viroclinics Biosciences Use NPC 12-Dec-22
Store frozen.
London Laboratories Service
Anti-ATIR Antibody 1465 Serum. Store frozen. Group - Transplant 31-Aug-21
Laboratory
) Serum. Store and send LabCorp/Dynacare
Anti-C1Q Ab, lgG (RDL) [520147] 2202 frozen. Stable for 60 days. | (https://www.labcorp.com/) ELISA 7May-21
“Anti-dsDNA (Double-stranded) Ab by Farr method (RDL) [520059]
1465 Serum (Red Top or Gold LabCorp/Dynacare " 5 Nov-20

SST). Store at -20°C.

(https://www.labcorp.com/)




Draw blood before infusion
for patients on treatment. If a
specimen is being drawn due
to an infusion reaction, please

wait between 4 and 24 h to Antibody produced in
. ; allow ERT to clear from LabCorp patients on Enzyme
Anti-Elaprase antibody 1406 blood. Collect 6 ml of blood (3 | (https://www.labcorp.com/) | Replacement Therapy for
ml serum to send frozen the Hunter syndrome (MPSIT)
day of collection ; if not
possible to send it the same
day of collection keep frozen
at-80C until shipping)
‘The Children's Hospital of
Anti-Enterocyte Antibody 1404 Serum. Store frozen. Philadelphia 23-Mar-20
(https://www.testmenu.com/chop)
Gold SST or Red Top. 2-8°C ) )
X ; National Jewish Health
Anti-IFNg Autoantibody [IFNGE] 1147 for 48 hours, >1 month at - iy 18-Mar-21
s Laboratories
70°C
Mayo Clinical Laboratories
Anti-IgA [FIGA] 908 Gold SST (www.mayomedicallaborator 4-Mar-21
ies.com)
BC Neuroimmunolo
Anti-IgLONS 1465 Gold SST & CBA 18-Apr-24
(beneuro.ca)
Myeli edG in (MAG) IgM Antibodi N . Replaces Mitogen
Serum [AMAG S] 40 Gold SST. Store at -20°C. | In-Common Laboratories ELSIA MAG testing 9-Mar-23
. . . . ) ) same price for all
Azithromycin; Ethambutol; Rifabutin; Isonazid; National Jewish Health .
Anti-TB Drug 58 i A Serum iy DM LC/GCMS/LCMS | anti-TB drugs per 23-Feb-24
Pyrazinamide; Rifampin Laboratories =
determination
Gold SST; store serum at - Mitogen Advanced rimary membranous
Anti-THSD7A (thrombospodin) 1465 BeE 8 : primary cBA 21.Sep23
20°C Diagnostics nephropathy
Random fcal sample (5 g, | M2Y0 Clinical Laboratories
indom fecal sample (5 g] . -
Alpha-1-Antttrypsin, Random, Feces [A1AF] 1465 Store oven for up to 14 days | (TEPS://ww 20-Apr-23
com/index.html)
Molecular Genetics
Laboratory, Hospital for Sick
Children Craniosynostosis:
Pfeiffer Syndrome (FGFR1, FGFR2, FGRRS3 recurrent mutation (www.sickkids.ca/PaediatricL |  Apert syndrome
1055 FGFRI (136350); FGFR2 (176943); FRGR3 Lavender Top (EDTA) L T 7-Mar-24
- ( ) ( ) P (EDTA) |- oratoryMedicine/Laborato|  (101200), Pfeiffer
ries-Services/Molecular- | syndrome (101600)
Genetics-
Laboratory/index.html)
Red top ube ( Gold tap ST_| M2¥0 Clnical Laboratories
. - ed top tube ( Gold top " § SV
Aripiprazole (Abilify) [FARI] 1142 o) (www.mayomedicallaborator LC-MS/MS 5-May-21
ies.com)
P T AR G
Lavender Top (EDTA) 2 Blueprint Genetics —
y v wvender Top . N - (extGen o
Arrhythmia Panel [CA1601] 289 Hlow KN K tubes] http://blueprintgenetics.com Sequencing 20-Feb-20
KENQI LDB LEMDE LANA MYHO MYIT MYLA NKXES
NOSIAP PKFLE®PLN PPA RYRG
SALLASCNIDA SCNIB SCNIR SCNSA TaXS TECRL TGFE: TMENS)
Mitogen Advanced
YAstiifis B aael 1465 Serum gel (Gold top) 8 : 21Sep23
Diagnostics
Serum: Collect serum
specimens in serum separator
or red top tube. Allow blood to
clot for 30 minutes, then Performed at
Aspergillus Antibody by Immunodiffusion [324] centrifuige. Pipette serum into MiraVista Diagnostics CHUM. For 8-Sep-22
aplastic screw cap Microbiology.
vial STABILITY
Refrigerated: 14 days
Frozen: 6 months
AAAS (605378), AARS2 (612035), ABCB7 (300135), ABCCS (600509),
ABCDI (300371), ABHDS (604780), ACO2 (100850), ADCK3 (606980),
ADSL (608222), AFG3L2 (604581), AHI1 (608894), ALDHSAL (610045),
ALG6 (604566), AMACR (NA), ANO10 (613728), APOPTI (616003),
APTX (606350), ARL13B (608922), ARL6 (608845), ARSA (607574),
ASL (608310), ASSI (603470), ATM (607585), ATN1 (607462), ATPIA2
(182340), ATP1A3 (182350), ATPSA2 (605870), ATPAF2 (608918),
ATXNI (601556), ATXN10 (603516), ATXN2 (601517), ATXN3
(607047), ATXNT (607640), AUH (600529), BID1 (614144), BBSI
(209901), BBS10 (610148), BBS12 (610683), BBS2 (606151), BBS4
(600374), BBSS (603650), BBS7 (607590), BBS9 (607968), BCKDHA
(608348), BCKDHB (248611), BCSIL (603647), BEANI (612051),
BOLA3 (613183), BSCL2 (606158), BTD (609019), C100RF2 (606075),
C120rf65 (613541), C190rf12 (614298), CSORF42 (614571), CA8
(114815), CACNAIA (601011), CACNAIG (604065), CACNBA4 (601949),
CAMTAL (611501), CASK (300172), CC2D2A (612013), CCDC28B
(610162), CCDCSSC (611204), CECR1 (607575), CEP290 (610142),
Ataxia/Episodic Ataxia Disorders (NextGen Sequencing Panel TSGAL4 (610523), CHCHDIO (615903). CLCN2 (600570), CLNS MNG Laboratories Nz
; (608102), CLN6 (606725), CLNS (607837), CLPP (601119), COG4 " "
i) @y i ATl < GBI CERBPA zete B (606976), COQ2 (609825), COX10 (602125), C120RF62 (614478), Lavender Top (EDTA) | (www.medicalneurogenetics. Sequencing LRvEyD

Expansion Analysis) [NGS419]

COXIS (603646), FAM36A (614698), COX6BI (124089), COXSA
(123870), CP (117700), CPSI (608307), CSPPI (611654), CSTB,
(601145), CTDP1 (604927), CTSD (116840), CTSF (603539), CYP27AL
(606530), DARS2 (610956), DBT (248610), DCX (300121), DHFR
(126060), DKCI (300126), DLAT (608770), DLD (238331), DNAJC19
(608977), DNAICS (611203), DNMTI (126375), DPMI (603503)
DYRKIA (600855), EEF2 (130610), EGR2 (129010), ELOVL4 (605512),
ELOVLS (611805), ERCC?2 (126340), ERCCS (133530), ERCC6
(133540), ETHE (608451), FA2H (611026), FASTKD2 (612322), FBXL4
(605654), FGF14 (601515), FLVCRI (609144), FMRI (309550),
FOXREDI (613622), FTL (134790), FXN (606829), GABRBS (137192).
GAMT (601240), GBA (606463), GBA2 (609471), GCHI (600225), GFAP.
(137780), GIAI (600309), GJBI (304040), GIC?2 (608803), GLB1
(611458), GMPPB (615320), GOSR2 (604027), GP1 (172400, GPRS6
(604110), GRMI (614831), GRN (138945), GSS (601002), HARS
(142810), HARS2 (600783), HCNI (602780), HEPACAM (611642),
HEXB (606873), HTR1A (109760), HTRAI (602194), HTT (613004),
INPPSE (413037) ITMIR (6030041 TTPR1 (1477651 KCNAL (1767601

com)




Ataxia/Episodic Ataxia Disorders (NextGen Sequencing Panel

ARAS (605378), AARS2 (612035), ABCB7 (300135), ABCCS (600509),
ABCDI (300371). ABHDS (604780), ACO2 (100850), ADCK3 (606980),
ADSL (608222), AFG3L2 (604581), AHII (608894), ALDHSAI (610045),
ALG6 (604566), AMACR (NA), ANOI0 (613728), APOPTI (616003),
APTX (606350), ARLI3B (608922), ARL6 (608845), ARSA (607574),
ASL (608310), ASS1 (603470), ATM (607585), ATNI (607462), ATPIA2
(182340), ATPIA3 (182350), ATPSA2 (605870), ATPAF2 (608918),
ATXNI (601556), ATXNI0 (603516), ATXN2 (601517), ATXN3
(607047), ATXNT (607640), AUH (600529), BODI (614144), BBS1
(209901, BBS10 (610148), BBS12 (610683), BBS2 (606151), BBS4
(600374), BBSS (603650), BBST (607590), BBSY (607968), BCKDHA
(608348), BCKDHB (248611), BCSIL (603647), BEANI (612051),
BOLA3 (613183), BSCL2 (606158), BTD (609019), C100RF2 (606075),
C120tf65 (613541), C190rf12 (614298), CSORF42 (614571), CAS
(114815), CACNAIA (60101 1), CACNAIG (604065), CACNB4 (601949),
CAMTAL (611501), CASK (300172), CC2D2A (612013), CCDC28B
(610162), CCDCSSC (611204), CECRI (607575), CEP290 (610142),
TSGAL4 (610523), CHCHDI0 (615903), CLCN2 (600570), CLNS
(608102), CLN6 (606725), CLNS (607837), CLPP (601119), COG4

MNG Laboratories

NextGen

and Copy Number Analysis + mtDNA) [NGS324] 583 (606976), COQ2 (609825), COX10 (602125), C120RF62 (614478), Lavender Top (EDTA) | (www.medicalneurogenetics. Sequencing LRvEyD
COXIS (603646), FAM36A (614698), COX6B1 (124089), COXSA com)/Dynacare
(123870), CP (117700), CPS1 (608307), CSPP1 (611654), CSTB
(601145), CTDP1 (604927), CTSD (116840), CTSF (603539), CYP27A1
(606530), DARS2 (610956), DBT (248610), DCX (300121), DHFR.
(126060), DKC1 (300126), DLAT (608770), DLD (238331), DNAJC19
(608977), DNAICS (611203), DNMTI (126375), DPMI (603503),
DYRKIA (600855), EEF2 (130610), EGR2 (129010), ELOVL4 (605512),
ELOVLS (611805), ERCC2 (126340), ERCC5 (133530), ERC(
(133540), ETHEI (608451), FA2H (611026), FASTKD2 (612: FBXL4
(605654), FGF14 (601515), FLVCR1 (609144), FMR1 (309550),
FOXREDI (613622), FTL (134790), FXN (606829), GABRB3 (137192),
‘GAMT (601240), GBA (606463), GBA2 (609471), GCHI (600225), GFAP
(137780), GJAI (600309), GIBI (304040), GIC2 (608803), GLB1
(611458), GMPPB (615320), GOSR2 (604027), GPI (172400), GPR56
(604110), GRM1 (614831), GRN (138945), GSS (601002), HARS
(142810), HARS2 (600783), HCN1 (602780), HEPACAM (611642),
HEXB (606873), HTR1A (109760), HTRA1 (602194), HTT (613004),
TP (6131 AR AR PR ! 14 BEWAL 112804
‘Ataxia/Episodic Ataxia Disorders (NGS Panel and Copy MNG Laboratories NextGen
Number Analysis + mtDNA+ SCA & FRDA Repeat Expansion 583 Lavender Top (EDTA) | (www.medicalneurogenetics. et 13-Sep-22
Analysis) [NGS420] com)/Dynacare q 8
) University of Chicago Genetic o
Ataxia Repeat Expansion Panel [4101] 583 Lavender Top (EDTA) SEpaaiee 14-Nov-23
cFB PRI ™| Familial Hemolytic-
170 Elizabeth Street, Room ’
crH e Uremic syndrome
Atypical Hemolytic Uremic Syndrome and CFHRS Lavender Top (EDTA) 2 x4 oo oN Hereditary Hemolytic- | Sanger
Membranoproliferative Glomerulonephritis Panel: Sequencing cFl mL e Uremic syndrome | sequencing
c MPGN;
THBD Canada Mesangiocapillar
APLN Phone: 4168137200 Jomerclonestiits
Phone: 1-855-381-3212 | © g
Molecular Genetics HUS,
Laboratory, Hospital for Sick | ~ Familial Hemolytic- CD46 $850; CFB
Child Uremic syndrome, 850; CFH $1000;
) ) ) CFH (134370); CD46 (120920); CFI (217030); CFB | cwidren [CTERELEITS : $
Atypical Hemolytic Uremic Syndrome and (www sickkids.ca/Pacdiatricl | Hereditary Hemolytic- | Sanger CFHRS $850; CFI
ca e o ) 672 (138470); CFHRS (608593); C3 (120700); THB (187940); |  Lavender Top (EDTA) 2 2 !
Membranoproliferative Glomerulonephritis Panel: Sequencing ] aboratoryMedicine/Laborato|  Uremic syndrome, | sequencing | ($850; C3 $2000;
ries-Services/Molecular- MPGN; THBD $600; APLN
Genetics- Mesangiocapillary $600
Laboratory/index.htmi) |~ glomerulonephritis
Replaces Fulgent ID
Panel when proband
available only (adopted
) ) . st available at Prevention Genetics child..). I Trio’
Autism Spectrum Disorders and Intellectual Disability (ASD-ID) Cernp I " * NextG
C“o'm’“re:ens’i:’e“Se' oy Pa"; it :NV [I)ele‘c‘li‘:) L e 45]' 717 pss D_IDGeneLi|  Lavender Top (EDTA) | (www.preventiongenetics.co | (proband +parents) | e:gﬂi;‘ 10-Jul-23
P d J SLpdf207c00668 m) send for Autism/ID q e
Xpanded Panel at
GeneDx (3500 USD for
3 samples)
) NextGen
Autism/ID Xpanded Panel [952] 717 Lavender Top (EDTA) | GeneDx (www.genedx.com) ! 19-Sep-24
Sequencing
Serum (Red Top or Gold | National Jewish Health
Autoantibodies to interf IFNGE 1465 ELISA 1-0ct-21
Sicantbeispe e (ENCE] SST). Store at -70°C. Laboratories
) . B 1 (Gold top); National Jewish Health
Anti-GMCSF Autoantibodies [GMCSFA] 1279 et (Solditop) ational Jewish feal ELISA 23-May-19
Freeze at-70°C. Laboratories
“Anti-DSF70 2004 Mitogen 21-Sep-23
Anti-Nucleolar Envelope/Membrane Test Panel 1741 Mitogen RUO 21-Sep-23
Mayo Clinical Laboratories
) ) ) ° IFA, RIA, EIA,
Autoimmune Dysautonomia Evaluation, Serum (ADE) Red Top (www.mayomedicallaborator o con
ies.com) g
Anti- AMA-M2, M2-
3EBPO, LKM, SLA,
) SP100, gp210, PML, LC-
Autoimmune Liver Discases Profile PLUS 1330 Gold ST Mitogen Advanced | g; g5 TRiM21, 55A/ uA 21-Sep23
Diagnostics
Ro 60, Scl-70,
Centromere A,
Centromere B, PGDH
Prevention Genetics
Autoi Polyendocrinopathy Syndrome Type 1 via th " ° B
L AIRE (607358) Lavender Top (EDTA) | (www.preventiongenetics.co ST 10-Jul-23
AIRE Gene [1224] o sequencing
CAIl (carbonic
anhydrase Il), HSP27
Ocular Immunology (heat shock protein
Laboratory, OHSU 27), GAPDH
Biomedical Research (glyceraldehyde 3-
Serum. Store at 4°C. DO
Panel by [ARP] 720 emmNO:;:(:EZE Building, Room 253 phosphate Immunoblot 17-Sep-24
. 3181 SW Sam Jackson Park | dehydrogenase),
Road Aldolase, Enolase,
Portland, OR 97239, USA |  Arrestin, Tubulin,
PKM2 (pyruvate kinase
M2)
d Syndromes Panel NextG
yan Tem) Y ane 838 Lavender Top (EDTA) | Invitae (www.invitae.com) Se:;‘enz,':‘g 10-Jul-23
Avian IgG Antibodies Panel, Serum (Budgie and Pigeon) 1419 Red Top; Gold SST In-Common Laboratories | budgie = parakeet FEIA 10-Mar-20
Avian precipitins: Pigeon IgG Antibodies 1419 Red Top; Gold SST In-Common Laboratories FEIA 8Nov-18
1. single exon
testing 2. full
Centogene AG
Baller-Gerold syndrome (218600) RECQL4 (603780) Lavender Top (EDTA) CIEAT G
(www.centogene.com) sequencing 3.
deletion/duplica
tion testing
ATPGVIBI, BSND, CA2, CASR, CLCNKA, CLCNKB,
CLDN16, CLDN19, FXYD2, GNAI11, HNFIB, HSD11B2, N
Bartter Syndrome NGS Panel 304 KCNJ1, KONJ10, KLHL3, MAGED2, NR3C2, SCNN1A, | -2Vender Top (EDTA)2x4 Fulgent Genetics 28-Feb-20

SCNN1B, SCNN1G, SLCI2A1, SLC12A2, SLCI2A3,
SLO4AT SLCAA4 WNK 1. WNK4

mL

(fulgentdiagnostics.com)




Basal ganglia
calcification,

e e SR 1192 CA2; MYORG; PDGFB (190040); PDGFRB; SLC20A2 | Lavender Top (EDTA) 2 x4 Fulgent Genetics idiopathic, 5 (615483); | NextGen ——
(158378); XPRL mL (fulgentdiagnostics.com) Basal ganglia Sequencing
cancification,
idiopathic, 1 (213600)
0.5 mL EDTA plasma Cincinnati Children’s
(serum also accepted) | Hospital Medical Center
—spun, separated, frozen | 3333 Burnet Avenue NRB
8 792 within 2 hrs of collection, | 1042 Cincinnati, OH 45229 13:Nov-17
separate aliquot each test; | (www.cincinnatichildrens.org
ship on dry ice
Genome Diagnostics
The Departrﬁent of ) | Urpat studies
Beckwith-Wiedemann syndrome: UPD11 Analysis (Step 2) 571 H19 (103280); KCNQIOTI (604115); CDKNIC (600856) | -2Vender ToP (EDTAI[2 paediatric Laboratory |V edemann-Beckwith | via STR (short 19-Feb-20
tubes] < Syndrome (130650) | tandem repeat)
Medicine !
The Hospital for Sick Children analysis.
Genome Diagnostics -
Beckwith & Copy Lavender Top (EDTA) [2 The Departmentof |\ oo Beckwith[SpecificMLPAof
Number (Step1) &R tubes] e I Syndrome (130650) | imprinting centers B
Medicine I
The Hospital for Sick Children
Genome Diagnostics
The Department of ) )
Beckwith-Wiedemann syndrome: CDKN1C Sequencing (Step 3) 571 CDKNAC (600856) Lavender Top (EDTA) [2 Paediatric Laboratory | ¥ edemann-Beckwith 19-Feb-20
tubes] 2 Syndrome (130650)
Medicine
The Hospital for Sick Children
Molecular Genetics Laboratory - "
Beta-Thalassemia (613985) 823 HBB (141900) LavenderTop (EDTA) | MeMiasier Unversity Medical Seneer Asoavalalbleat | 53 ;53
o sequencing |  MUHC (CMDL)
Urine 5-30mL Serum 0.5-
2mL; Bile Fluid 1-2mL.
FREEZE URINE and SERUM
ASAP.Note: If possible
send Urine & Serum. Urine
is analyzed for all patients
—if Urine shows evidence | Mass Spectrometry Lab— | Note: Thisis reflex test
Serum Bile Acid by LC-MS [Former name: Bile Acid, Serum (Bile 5 of a metabolic MLC 7019; Cincinnati from Bile Acids, Urine. FRUG Available at MCL g-Aug-17
Acid Profile)] abnormality, Serum will be | Children’s Hospital Medical Both sample should be ($212.15) [BAFS]
tested. URSO can mask Center sent if possible.
detection of bile acid
synthetic defects it is
preferable for patients to
be off URSO or ACTIGAL
for 5 DAYS before SAMPLE
Collection
Urine 5-30mL Serum 0.5-
2mL; Bile Fluid 1-2mL.
FREEZE URINE and SERUM
ASAP.
Note: If possible send
Urine & Serum. Urine is
analyzed for all patients —
Urinary Bile Acid by FAB-MS [Former name: Bile Acid, Urine (Bile if Urine shows evidence of | Mass Spectrometry Lab - MLC NOT AVAILABLE AT
e 9 =+ metabolie sbmormalty, | 7019: Cincimati Chidren's FAB-MS e 8-Aug-17
" | Hospital Medical Center
Serum will be tested.
URSO can mask detection
of bile acid synthetic
defects it is preferable for
patients to be off URSO or
ACTIGAL for 5 DAYS
before SAMPLE Collection
Serum. Storeata°Cor . | Mavo Clinical Laboratories
Bile Acids for Peroxisomal Disorders, Serum [BAIPD] 9 y (www.mayomedicallaborator LC-MS/MS 8-Nov-23
20°C. Stable for 90 days. ‘
ies.com)
Birt-Hogg-Dubé Syndrome (FLCN Single Gene Test) 740 FLCN (607273) Lavender Top (EDTA) S NGS 4-Apr-24
Serum: Collect serum
specimens in serum separator
or red top tube. Allow blood to
clot for 30 minutes, then
centrifuge. Pipette serum into
a plastic screw cap vial.
Plasma: Collect plasma
specimens in an EDTA,
heparin or sodium citrate tube.
Blastomyces Quantitative EIA [316] 491 Caligeits B mimizsm MiraVista Diagnostics Rzl 8-Sep-22
pipette plasma into a plastic Microbiology
screw cap vial
Urine/CSF/BAL/Other Body
Fluid: Submit urine, CSF,
BAL and all other body fluids
in a sterile screw cap
container.STABILITY Room
Temperature: 2 weeks
Refrigerated: 2 weeks
Frozen: Indefinitely
Serum: Collect serum
specimens in serum separator
or red top tube. Allow blood to
clot for 30 minutes, then T
Blastomyces Antibody by Immunodiffusion [322] 91 centrifuge. Pipete serum ino MiraVista Diagnostics Nmendbor §-Sep-22
a plastic screw cap vial. £
STABILITY Refrigerated: 14
days
Frozen: 6 months
Blueprint Genetics
Bone Marrow Failure Syndrome Panel [HE0801] 1427 135 genes Lavender Top (EDTA) 2|\ /bl ueprintgenetics.com N=den 28-Feb-20
tubes] Sequencing




Immunodermatology

Laboratory
Department of Dermatology
BP 180 and BP230 750 Serum 30North IQS?NE”“ 4A330 ELISA $132.32Us 14-5ep-20
Sal Lake City, Utah 84132
Email:
immunoderm@hsc.utah.edu
o ATP13A2, C190rf12, COASY, CP, DCAF17, FA2H, FTL, Lavender Top (EDTA)2 x4 Fulgent Genetics NextGen
Brain-Iron Accumulation NGS Panel 11213 GTPBP2. PANKD. PLA2GE, SCP2. WDRAS :“.' ) (Mge"f i e 28-Feb-20
This is a special panel Next-
Breast and Gynaecological Cancer Specific Panel 227 Lavender Top (EDTA) | Invitae (www.invitae.com) |from the Cedars cancer | Generation 10-1ul-23
Centre. sequencing
Breast-Ovarian Cancer,
Familial, type 1
(604370); Breast-
Ovarian Cancer,
Familial, type 2
(612555); Ovarian
carcinoma, somatic
ATM (), BARDI (), BRCAL (113705), BRCA2 (600185); (167000); Fanconi Noxt.
Breast Cancer Panel (Invitae) [01202] 227 E:X’LL‘;‘ 123;‘712(5:?59»?)([ sgrle(:),“;? :ﬁ;‘ 0”“) 2‘;(11(1' Lavender Top (EDTA) | Invitae (www.invitae.com) wm;:ﬂ";':am" Generation 10-Jul-23
(602216), TP53 (191170) group N (610832); S
PTEN hamartoma
tumor syndrome ();
Pancreatic cancer
(260350); Peutz-
Jeghers syndrome
(175200); Breast
cancer (114480)
Red Top or Lavender Top
Brivaracetam [07185P] 1465 only. Store and send NMS laboratories Le-Ms/Ms 17-Mar-22
serum/plasma frozen.
Mayo Clinical Laboratories G TOEE
Bromine - Total Blood [FBROM] 1465 Royal Blue (EDTA) top tube | (www.mayomedicallaboratories.c IcPMS 30-Apr21
om) VERIFIED -NO
) BP180, BP230,
Bullous Autoimmune Skin Disease Panel: Anti-BP180. BP230, - Serum gel (Gold top) Mitogen Advanced i — BE
Desmoglein-1, Desmpglein-3 Diagnostics i
Desmoglein 3
Cincinnat Children's
Hospital Medical Center T
C1q[9000022] 1402 Serum. Store frozen. | 3333 Burnet Avenue NRB 1042 RID 30-ul-24
Cincinnati, OH 45229 Clinical Labs
(s cincinnaichi
Molecular Otolaryngology &
2L REpTop | RenaIResearch Laboratory,
L serum
C3 Glomerulopathy Complement Panel [C3G-CP] 792 ONLY + 2 mL frozen EDTA | U- Of lowa Carver College of DDD & C3GN serology 19-Feb-24
plasma. Store frozen. Medicine
(www.medicine.uiowa.edu/m
orl)
T
Immunofixation
electrophoresis
(IFE) combines
the techniques
of
electrophoresis
with
immunofixation
to detect C3
degradation
Molecular Otolaryngology & | o\ c. papogit pisease [ P4t 2" | remporarily not
Renal Research Laboratory, indirect °
U. of lowa Carver College of (R0 et measureof | /2liable as Facteur
€3 Nephritic Factor 792 1 mifrozen serum ve Membranoproliferative ° €3 nephritique 21-Aug-19
Medicine 2VEL gysregulation
(e e SO BEEES of C3
Type Il MPGNII)
orl) convertase.
Conversion of
C3toC3cis
quantitated
(Koch, et al.,
1981).
2.c3
Convertase
Stabilizing
Assay (C3CSA)
measures the
iiny ot
Cincinnati Children's | 0 e
Hospital Medical Center ey Available as Facteur
3 Nephritic Factor 792 4 mil{ErEn e 13323;::::\8:;:2‘:32‘;; Membranoprolferative €3 nephritique 6-0ct-22
(www. ' ensorg| L MPGNII)
CBDI Hemostasis &
Ll frozen EDTA plasma, | TFombosis Lab. Cncinnat
Children's
30 (453081 o Whole blood: 2 hoursat | e dical center 60022
al ] Prr‘::g's::;";::::ree 3333 Burnet Avenue NRB ~Oct
1042 Cincinnati, OH 45229
months at -70°C nennat -
(www cincinnatichildrens.org
). Ph 513-803-3503
CBOI Hemostasis &
L imlfrozen EDTA plasma, | ThTombosis Lab. Cincinat
Children's
c5a (7453044 102 Whole blood: 2 hoursat |, it wredical Center 02
al ] P:ZZ;"S:::"::;::EG 3333 Burnet Avenue NRB <
2 1042 Cincinnati, OH 45229
months at -70°C neinnat 2
(www.cincinnatichildrens.org
). Ph 513-803-3503
MNG Laboratories Episodic ataxia, type 5 | Sanger
CACNB4 Full Gene Sequencing Analysis [MOL227] CACNB4 (601949) Lavender Top (EDTA) | (www.medicalneurogenetics. ' ] 14-May-20
(613855) sequencing
com)/Dynacare
Ocular Immunology
Laboratory, OHSU
Serum. Store at 4°C. Biomedical Research
CAR Panel by and ¥ [CARP] 720 Satble for 7 d only. DO Building, Room 253 17-Sep-24

NOT FREEZE.

3181 SW Sam Jackson Park
Road

Portland, OR 97239, USA




Sanger
sequencing; 33
coding exons of

To change to NGS

London Laboratories Servi NOTCH3+20nt | 'O ¢
NOTCH3-CADASIL (125310) 65 NOTCH3 (600276) Lavender Top (EDTA) | -OeOn HaPoratories service TS ZONE ] ith exon copy
Group intronic "
number in Oct 2015
sequence
around each
exon
‘Athena Diagnostics
. ) R LGMD2A (253600),
Calpain 3 DNA Sequencing Test [563] CAPN3 (114240) Lavender Top (EDTA) | (www.athenadiagnostics.com A )
Calpainopathy
Prevention Genetics
CAMURATI-ENGELMANN DISEASE (CED) VIA THE TGFBL GENE Camurati-Engel B
(CER) TGFB1 (190180) Lavender Top (EDTA) | (www.preventiongenetics.co | —o 2t cngelmann anger 10-Jul-23
17871 s Disease (131300) | sequencing
Rondom urine. Store | MY Clinical Laboratories | - Replaces "reducing
Carbohydrate, Urine [CHOU] 1572 - (www.mayomedicallaborator| substances". No longer TLC 31.0ct-20
frozen. Stable 21 days. ] )
ies.com) available at HSJ.
Thisisa
Affinity confirmatory test
Mayo Clinical Laboratori
Carbohydrate Deficient Transferrin for Congenital Disorders of Red Top. Store serum ayo Clinical Laboratorles Chromatograph|  following the
h 406 (www.mayomedicallaborator " 16-Dec-20
Glycosylation, Serum [CDG] frozen. e y-Mass screening test for
: Spectrometry | CDT testing at the
MUHC.
Cardiofaciocutaneous
syndrome (115150);
Cardiofaciocutaneous
syndrome 2 (615278);
o BRAF (164757), KRAS (190070), MAP2K1 (176872),  |Lavender Top (EDTA) 2 x4 Fulgent Genetics Cardiofaciocutaneous | NextGen
Cardio-Facio-Cut; Syndrome NGS Panel (5
arclo-Faclo-Cutaneous 3yncrome anel (5 genes) MAP2K2 (601263), SOS1 (182530) mL (fulgentdiagnostics.com) | syndrome 3(615279); | Sequencing
Cardiofaciocutaneous
syndrome 4 (615280);
Fibromatosis, gingival
(135300)
Mayo Clinical Laboratories
Cathartic Laxatives Profile, Stool [FCLPS] stool (www.mayomedicallaborator Mg, Pi 200ct-20
ies.com)
Prevention Genetics Muscular Dystrophy, sanger
CAVEOLINOPATHY TESTING VIA THE CAV3 GENE [467] CAV3 (601253) Lavender Top (EDTA) | (wwiw.preventiongenetics.co | Limb-Girdle, Type 1 | _>2"6%% 10-ul-23
) (607801) Auending
CHAT, CHRNAL,CHRNBL, CHRND, CHRNE, COLQ, EDN3, Blueprint Genetics Next-
Central Hypoventilation And Apnea Panel [PU0401] 775 GLRAT, MEP2, PHOX2B, PAPSN, RET, SCN4A, SLCGAS, |  Lavender Top (EDTA) | http://blueprintgenetics.com Generation 26-Sep-18
2682 sequencing
Cerebral Cavernous
Malformations |
1(116860), Cerebral |50 He
) ) CNV Detection
Prevention Genetics Cavernous T Nertan
CEREBRAL CAVERNOUS MALFORMATIONS PANEL [1943] 303 KRIT (604214), CCM2 (607292) , PCCD10 (609118) | Lavender Top (EDTA) | (wwy I ics.co ons2 | (o henee 10-4ul-23
m) (603284), Cerebral % 4
using PG-Select
Cavernous Capture Probes
Malformations 3 g
(603285)
Prevention Genetics Corctral calvernous
Cerebral Cavernous Malformations via the CCM2 Gene (6971] 303 ccMm2 (607929) Lavender Top (EDTA) | (www.preventiongenetics.co | o t®' hemo” NGS 10-ul-23
m)
Prevention Genetics Cerebral calvernous
Cerebral C: Malformations via the KRIT1/CCM1 G
erebral cavernous 2 °'T;1'5°1';”'a DLy ene 303 KRITL (604241) Lavender Top (EDTA) | (wwuw.preventiongenetics.co | malformations-1 NGS 10-4ul-23
m) (116860)
Prevention Genetics
Cerebral C: Malformations via the PDCD10/CCM3 " ° Cerebral cal
erebral Cavernous Mafiormations via the % 303 PDCD10 (609118) Lavender Top (EDTA) | (www.preventiongenetics.co | oo o Vo nous NGS 10-Jul-23
Gene [8815] o malformation-3
Prevention Genetics Next-
COL4AL, COL4A2, COLGALTL, CTCL, CTSA, FOXCL, GLA, " ) )
Cerebral Small Vessel Diseases Panel [12637] 1582 ' ATRAL NOTCH3, THEX Lavender Top (EDTA) | (www.preventiongenetics.co Generation 10-1ul-23
m) sequencing
L0 AR 71, ACCE (100, ACOS @7, AL
s A 16, 38 6575, LDl (o7 032 (O
(M, A1SE ol AESDI (60724, AR (0296 AP 0350, ARCN (106,
T ey AR Sty i (T At (B A
61310, AT 543 61051, AT oo BACALNT G179 AGH (o5 Baper
i, o o5t CoOnE i, Oty o 9, 1
75, ORIy O (5003718011840
o Do corir K e, R
210, DX 615y AT G301, DR (G585 DO
7D 515, AN 1 PO 2900 BUVLA G515 AV
(61509, ERCC (13550 ERCCS 609419, ERCCR 601, EXCRC (505, ELNS 410,
G100, Far 1515 Tk 5, PR (49148, OLA1 (360 EO
(16T, P 5915 P (150 G (0GR, AR 1
5 Go ey, Gonpr 6o
o, s 6ncy, 0P
o, o oy, o) (6095
i oo s MNG Laboratori Next-
Charcot-Marie-Tooth Disease (NextGen Sequencing Panel and a3 el I e () || di;::;rg'::‘eﬂcs Charcot-Marie tooth Ge";;‘ﬁo" Alt:CTGT 42genes | 14 o
Copy Number Analysis + mtDNA) [NGS345] b e ) o e ot o e || D) ||y || Bk

(603707), MOCS2 (SIS708), MPZ (159440, MRPS22 (60S810), MTMR2 (603557, MTTP (157147)
e e 32300, NEFL,
(162250), OPAI (605290, PC (605756), PDK3 (300906), PDYN (131340), PEXI0 (G02559), PEXI 15
" 0 o 0 14, PEXT (601757)
PGBDS (609413), PGS (172100), PHGDH (606579), PIGV (610274), PLA2GG (603604, PLEKHGS
ooy P 2 PRICKLE
(608S00), PRATT (610087, PRES1 (311550), PRX (60ST25), PSAP (176801, PLRA (600473)
PYROXDI (517220, RABTA (60229%), RMNDI (614917), RNASEH (B04123), SBF1 (603560),
552 (607697, SEPTO (604061, SHSTC2 (605206), SLCI2A6 (GUSTS), SLCI6A2 (300095, SLCI A4
(600229), SLC2SAT (190315),SLC2SAI2 (G03667), SLC2SAI9 (606521), SLC2SA22 (09302),
L PGLL (610844,
SPTANI (182810), SUCLA2 (603921), SUMFI (607939), SURF1 (55620, TBCID23 613571, TOP1
(607199), TFG (502495), TWEM126A, "
(611023), TRPYA (605427), TSFM (604723), TTR (176300), TUBD:
(610552), VCP (401023), VPS334 (610034), YARS (603623, 2041

),UBAS
0627




ABCBIT
MYOSB*
NOTCH2*
NR2127
NPHPI
PEX1
PEXI0
PEXI2
PEX2
PEX26
PEXS
PEX6

SERPINAI
SLC25A13 SLC26A3

PDI
SPINT2
P2
TMEM216 Blueprint Genetics R
Cholestasis Panel 400 TRMUL Lavender Top (EDTA) [ http://blueprintgenetics.com ! 28-May-19
IC37 Sequencing
UGTIAL
VIPAS39
VPS33B
ABCBS
ABCC2
AKRIDI
ATPSBI
BAAT
CFTR
CcREBL3
cvps
bepe2
DGUOK
EPCAM 80
FAH
HSD3B7
JAGL
rer
Choreoacanthocytosis (200150) VPS13A (605978) Lavender Top (EDTA) North York General 2 mutations
Genome Diagnostics )
The Department of S ” s ""Ff"‘ﬁ]‘_‘;‘; .
Russel Silver Syndrome: Methylation and Copy Number Analysis 992 Lavender Top (EDTA) Paediatric Laboratory e © 19-Feb-20
- (180860) imprinting center
Medicine
The Hospital for Sick Children
i i UPD7 studies via
Genome Diagnostics Y,
The Department of R a tandem repeat)
Russel Silver Syndrome: UPD7 Analysis 992 Lavender Top (EDTA) Paediatric Laboratory usse “‘;O‘Q;g')‘ rome analysis 19-Feb-20
Medicine
The Hospital for Sick Children
S s Discas S 3 CYBA (608508); CYBB (300481); NCF2 (608515); NCF4 Fulgent Geneti %
Chronic Granulomatous Disease NextGen Sequencing (NGS) Panel ( ); ( ); [{ ); Lavender Top (EDTA) U FEEETEIES NextGen
(601488) (fulgentdiagnostics.com) Sequencing
Neurofascin 140 (NF140), Neurofascin 186 ’ Replaces contactin
s Serum ONLY. Store at - BCN I
O o ee IR e 336 (NF186); Contactin-1 (CNTN1), Contactin-associated erum orea erolmmunclogy CBAfixed |and neurofuscintesing |  18-Apr-24
Panel - Nodal and Paranodal Antibodies L 2 20°C. (beneuro.ca)
protein 1 (CASPR1), and Neurofascin 155 (NF155) at Washington U,
Chronic Pancreatiti NGS Pancl 0 Lavender Top (EDTA) 2x4 Fulgent Genetics NextGen P
CASR, CFTR, CTRC, PRSS, SPINKL mL (fulgentdiagnostics.com) Scquencing
First morning random | Mayo Clinical Laboratories
Chyluia Screen, Random Urine [CSU] 1465 urine. Store frozen. Stable |(www.mayomedicallaborator elecrophoresis 13-Sep-21
10 days. ies.com)
MNG Laboratories
CLCNI Full Gene sequencing Analysis [MOL355]; Paramyotonia L e Paramyotonia Congenita .
25 ender A g s. Sanger sequer 9 14-May-20
Congenita (168300) 607 CLCNI1 (118425) Lavender Top (EDTA) (www, mEdvc;\:::;:?:ncUc: .com) (168300) Sanger sequencing ay-
clonoSEQ 1084 Lavender Top (EDTA) Adaptive Biotechnologies | i) Regidual Disease | NEX-Generation 14-Sep-24
(https:/fous clonosea.com) scauencing
Serum: Collect serum
specimens in serum
separator or red top tube.
Allow blood to clot for 30
minutes, then centrifuge. o
Coccidiodies Antibody IgG, IgM EIA [325] 493 Pipette serum into a MiraVista Diagnostics Mt‘:‘;‘:lu‘“\ 8-Sep-22
plastic screw cap vial. -
CSF: Sterile transport tube
STABILITY Refrigerated: 14
days
Frozen: 14 days
Serum: Collect serum
specimens in serum
separator or red top tube.
Allow blood to clot for 30
inutes, thy trifuge. eserve
Coccidiodies Antibody by [320] 493 minutes, then centrifuge. MiraVista Diagnostics e 8-Sep-22
Pipette serum into a Microbiology
plastic screw cap vial.
SABILITY Refrigerated: 14
days
Frozen: 6 months
Serum: Collect serum
specimens in serum
separator or red top tube.
Allow blood to clot for 30
minutes, then centrifuge.
Pipette serum into a
plastic screw cap vial.
Plasma: Collect plasma
specimens in an EDTA,
heparin or sodium citrate
tube. Centrifuge for 15 "
Coccidioides Quantitative EIA [315] 493 minutes and pipette MiraVista Diagnostics Wm‘;;lo‘(’:v 8-Sep-22
plasma into a plastic screw -
cap vial.
Urine/CSF/BAL/Other
Body Fluids: Submit urine,
CSF, BAL, and all other
body fluids in a sterile
screw cap
container.STABILITY Room
Temperature: 14 days
Refrigerated: 14 days
Frozen: Indefinitely
Prevention Genetics o Somd
CCOCKAYNE SYNDROME VIA THE ERCC6 GENE [1008] ERCC6 (609413) Lavender Top (EDTA) | (www.preventiongenetics.co ";y::‘l‘; “yl“z S’jg‘)e‘ NGS Juy 10 2023
m)
Red Top; Gold SST. Stable | Mayo Clinical Laboratories Enzyme Linked
Collagen Type Il Antibodies [FFTYC] 1399 for 7 d at 4°C or longer at - | (www.mayomedicallaborator Immunosorbent 15-May-19

20°C.

ies.com)

Assay (ELISA)




Collagen VIl IgG Antibody Level

1399

Red Top or Gold SST.
Stability
Ambient: 7 days
Refrigerated: 14 days
Frozen: Indefinitely

Immunodermatology Laboratory
Department of Dermatology
30 North 1900 East, 4A330

Salt Lake City, Utah 84132
Email:
immunoderm@hsc.utah.edu

Enzyme Linked

Colon Cancer NGS Panel

231

APC, AXIN2, BMPR1A, BUB1B, CDH1, CDKN2A, CHEK2,
EPCAM, EXO1, FLCN, GALNT12, MLH1, MSH2, MSH6,
MUTYH, PMS1, PMS2, PTEN, SMAD4, STK11, TP53

Lavender Top (EDTA) 2x 4

mL

Fulgent Genetics
(fulgentdiagnostics.com)

Colorectal cancer (Li-Fraumeni syndrome)

231

P53 (191170)

Lavender Top (EDTA)

Molecular Genetics
Laboratory, Hospital for Sick
Children
(www.sickkids.ca/PaediatricL
aboratoryMedicine/Laborato
ries-Services/Molecular-
Genetics-
Laboratory/index.html)

ColoVantage (Methylated Septin 9) [16983]

1395

SEPT9

Plasma (EDTA); handle at
4°C; freeze plasma in
plastic container.
Minimum 10 mL.

Quest Diagnostics Chantilly
14225 Newbrook Dr.
Chantilly, VA 20153-0841

Common Variable Immunodeficiency Panel (Inviate) [08112]

1042

CD27, CR2, CTLA4, ICOS, IL21, IL21R, LRBA, NFKB2,
PIK3CD, PIK3R1, PLCG2, PRKCD, RAC2, STAT3,
TNFRSF13B, TNFRSF13C, TNFSF12

Lavender Top (EDTA)

Invitae (www.invitae.com)

Complement Profile (2, C3, C4, C5, C7, C8, C9, C1Q, Factor B,

Factor H, Factor I. Properdin, C1 inhibitor, C4HP)

0.5 mL red top serum-
spun, separated, frozen
within 2 hrs of collection;
ship on dry ice

Cincinnati Children’s
Hospital Medical Center
3333 Burnet Avenue NRB
1042 Cincinnati, OH 45229
(www_cincinnatichildrens.org

)

Complement System Disorder Panel Plus Anlaysis [IM0701]

803

RDIFOG Conplerent sy ADAR S
ADIPORI* Conplemetsstem ADAR 4
ADIPOR Canglenent sysem ADIAR
ARMCA* Clery dskiesi AR 13 15
CIOA Clq deficiency
108 Clq deficiency AR 47
1B Prnary inmuod
CIQC Clq e
CIR Inmmodericency ADAR 1416
1S Conplemet componen

s deiieny AR 4§
C2* Complement component 2 deicieney AR 46

o, Cromer syt B
CDS9 CDS9 defcency AR 3 6
D33 Complement sysem ADIAR.

CFD Conplement fctor D deficieny AR 23

17259
ol 713

Lavender Top (EDTA)

Blueprint Genetics
http://blueprintgenetics.com
/

Comprehensive Cardiovascular NGS Panel

286

Lavender Top (EDTA)

Fulgent Genetics
(fulgentdiagnostics.com)

Comprehensive Cellular Energetics Defects (NextGen
Sequencing Panel and Copy Number Analysis + mtDNA)
[NGS301]

636

AARS2 (612035), ABCB7 (300135), ABCBS (605464), ABCDI (300371),
ABCF2 (612510), ABHDS (604780), ACAAL (604054), ACACA
(200350), ACACB (601557), ACADS (604773), ACAD9 (611103),
ACADL (609576), ACADM (607008), ACADS (606885), ACADSB
(600301), ACADVL (609575), ACATI (607809), ACAT2 (100678), ACLY
(108728), ACOI (100880), ACO2 (100850), ACOXI (609751), ACOX2
(601641), ACP6 (611471), ACSBGI (614362), ACSF3 (614245), ACSLI
(152425), ACSL3 (602371), ACSL4 (300157), ACSMI (614357),
ACSM2B (614359), ACSM3 (145505), ADCK3 (606980), ADHFE |
(611083), AFG3L2 (604581), AGK (610345), AGL (610860), AIFM1
(300169), AK2 (103020), AK3 (609290), ALAD (125270), ALAS2
(301300), ALDH3A2 (609523), ALDOA (103850), ALDOB (612724),
ALDOC (103870), ANO10 (613728), APOPTI (616003), APTX (606350),
ARMS2 (611313), ARX (300382), ATAD3B (612317), ATPSAI (164360),
ATPSB (102910), ATPSE (606153), ATPTB (606882), ATPAF2 (608915),
AUH (600529), BAAT (602938), BAX (600040), BBOXI (603312),
BCKDIIA (608348), BCKDHB (248611), BCS1L (603647), BOLA3
(613183), BPGM (613896), BTD (609019), CI00RF2 (606075), C120ri65
(613541), C210rf33 (607962), CASA (114761), CACNAILS (114208),
CALMI (114180), CALM2 (114182), CALM3 (114183), CARS2
(612800), CCT7 (605140), CHCHDI0 (615903), CHKB (612395), CISD2
(611507), CKMTIB (123290), CKMT2 (123295), CLPP (601119), COAS
(613920), COQ2 (609825), COQ4 (612898), COQ6 (614647), COQ7
(601683), COQ9 (612837), COX10 (602125), C120RF62 (614478),
COXIS (603646), FAM36A (614698), COXAI1 (123864), COXAI2
(607976), COX6AL (602072), COXGBI (124089), COXTAI (123995),
COXTB (603792), COXSA (123870), CPOX (612732), CPTIA (600528),
CPTIB (601987), CPTIC (608846), CPT2 (600650), CS (118950), CYC1
(123980), CYCS (123970), CYP4AL1 (601310), DARS (603084), DARS2
(610956), DBT (248610), DGUOK (601465), DHTKDI (614984), DLAT
(608770), DLD (238331), DLST (126063), DNA2 (601810), DNAIC19
(608977), DNMIL (603850), EARS2 (612799), ECHSI (602292), ECI1
(600305), ECSIT (608388), EHHADH (607037), ELOVLA (605512),
ELOVLS (611805), ENOI (172430), ENO2 (131360), ENO3 (131370),
ETFA (608053), ETFB (130410), ETFDH (231675), ETHEI (608451),
FABPI (134650), FABP2 (134640), FABP3 (134651), FABP7 (602965),
FADS2 (606149), FARS2 (611592), FASN (600212), FASTKD2 (612322),
ERPI (6115701 FRXT 4 (60S654) ENPS (134601 EECH (6123861 FH

Lavender Top (EDTA)

MNG Laboratories
(www.medicalneurogenetics.
com)/Dynacare

Comprehensive Dystonia (NGS Panel and Copy Number +
MEDNA) [NGS358]

1096

AARS AARS2 AASS ABCAT ABCDI ABCDS ABHDI2 ACOXI ACP2 ACPS ACTB ACVRI
13 ADAR ADCYS ADD3 ADHIC ADRAZR AFG3L2 ALDHGAL ALS2 ANO3 APIS2 AP3E2
APIDI APABI APTX ARHGAP31 ARSA ARV ARX ATCAY ATM ATPL3AZ ATPIAZ ATPIAS
ATP2R3 ATPIB ATR AL BCAP31 BCLIID (CD2 BRATI BSCL2 CilonT3
Cl5or12 CA2 CACNAIA CACNATB CACNAID CARS? CHMP2B CIT CKAPZL CLP COASY.
2741 DAGI DCAFIT DDC
DDXSX DLAT DLD DNIXL DNAJCI2 DNAICS DOCKS DPYS DRDS DYNCIHI EARS2 ECHSI
ECMI ELAC2 ELP2 EMCI ERCC6 ERCCH ERLINI FA2H FARI FASTKD? FEXLS FXOT FGFRI
FOXGI FOXREDI FRRSIL FTL GAMT GBA GCDH GCHI GIAI GIC2 GLBI GLUD2 GLYCTK
aNAOL
HPCA HPRTI HTRA2 HTT IFI IENG ISGLS JAMS JPH KCNI10 KCNMAT KCNQ2 KCTDI
T2 KRITI L2HGDH LIPT2 MAPT MARS2 MATLA MCCC2 MCOLNI MDI2 MECP2 MECR.
MFF MGP MICUI MMADIIC MORC2 MPVI MRELIA MRFS34 MTOI NADK2 NALCN NDUFAIO

NKXL-| NMEEI NPCI NPC2 NUPS2 OBFCI OCLN PAH PANK2 PARK2 PCCA PCCB PDEIOA
PDIX PETI00 PINK PAKD PNKP NP
PNPLAR PNPTI POLRIC POLRSA PPPIRISB PRKCG PRKRA PRRT2 PSENI PSMBS PTEN PTS

IAFI SDIHD SERACI SETX SFXNS SGCE SLC19A3 SLC20A2
SLeeA17
SLCOAS SLCOAS SLCOAI SNCA SNORDI I8 SPG20 SPR SQSTMIT STAMIBP STUBI SUCLA2 SUOX
SURFI SYNII TAF] TAF2 TANGO2 TRCID24 10C2 TIMMEA
TIMMDCI TINF2 TMEMI268 TORIA TPI TP
TuBBA TR UPB LQCRQ LROC
‘VPSI3A VPSISC VPS37A VIWASB WORAS WORTS XK XPNPEPS XPRI XRCCA ZBTB20 ZC-
s

RNFL16 SAM

SCP2 SDHA S

2

Lavender Top (2 x 4 mL)

MNG Laboratories
(www.medicalneurogenetics.
com)/Dynacare

Immunosorbent 6-Jul-20
Assay (ELISA)
NextGen Decmber 12,
Sequencing 2018
Colorectal cancer 1. Sanger
(114500); Li-Fraumeni | sequencing 2.
syndrome (151623) | gene dosage
11-Apr-18
Next-
Generation 10-ul-23
sequencing
15-Nov-17
2-Feb-18
3-Nov-20
Next-
Generation 14-May-20
sequencing
NextGen 14-May-20
Sequencing




Comprehensive Epilepsy NGS Panel

1031

ABAT, ABCBI, ABCCS, ACY1, ADAR, ADCK3, ADGRGI,
ADGRVI, ADSL, AGA, AHI1, AKT3, ALDH4A1, ALDHSAL,
ALDH7AI, ALGI, ALGI2, ALG13, ALG2, ALG3, ALG6, ALGS,
ALG9, AMACR, AMT, ANK3, APTX, ARFGEF2, ARG1,
ARHGEFI5, ARHGEF9, ARLI3B, ARSA, ARSB, ARX, ASNS,
ASPA, ASPM, ATIC, ATP13A2, ATPIA2, ATP2A2, ATP6AP2,
ATPGVO0A2, ATPAF2, ATR, ATRX, AUH, B4GALT1, BCKDK,
BCSIL, BOLA3, BRAF, BRATI, BRD2, BTD, BUBIB, Cl0orf2,
C120rf57, C120rf65, CACNAIA, CACNAIH, CACNA2D2,
CCACNBA, CASK, CASR, CBL, CC2D2A, CCDCSSC, CCL2,

CHD2, CHRNA2, CHRNA4, CHRNA7, CHRNB2, CLCN2,
CLCN4, CLCNKA, CLCNKB, CLN3, CLNS, CLN6, CLN8,
CNTN2, CNTNAP2, COG1, COG7, COGS, COLI8AL, COL4AL,
€0Q2, COQY, COX10, COX15, CPA6, CPT2, CRH, CSTB,
CTSA, CTSD, CTSF, CUL4B, DCX, DEPDCS, DHCR7, DHFR,
DLD, DNAJCS, DNM1, DOCK7, DOLK, DPAGTI, DPMI,
DPM2, DPM3, DPYD, DYNCIHI, DYRKIA, EEFIA2, EFHCI,
EFHC2, EIF2B1, EIF2B2, EIF2B3, EIF2B4, EIF2BS5, EMX2,
EPM2A, ETFA, ETFB, ETFDH, FARS2, FASN, FGDI, FGFS,
FGFR3, FH, FKRP, FKTN, FLNA, FLVCR2, FOLR1, FOXGI,
FUCAL, GABBR2, GABRAI, GABRB2, GABRB3, GABRD,
GABRG2, GALC, GALNS, GAMT, GATM, GCDH, GCSH,
GFAP, GLB1, GLDC, GLI2, GLI3, GLRAI, GLRB, GLUDI,
GNAOI, GNE, GNPTAB, GNPTG, GNS, GOSR2, GPC3, GPHN,
GRIA3, GRINI, GRIN2A, GRIN2B, GRN, GUSB, HCN1, HCN2,

KCNAI, KCNA2, KCNAB2, KCNBI1, KCNCI, KCNH2, KCNHS,
KCNJ1, KCNJ10, KCNJ11, KCNMAL, KCNQ2, KCNQ3, KCNTI,
KCNV2, KCTD7, KDMSC, KDM6A, KIAA2022, KIFIBP,
KMT2D, KPNA7, KRAS, L2HGDH, LAMA2, LARGE, LBR,
LGII, LIAS, LIG4, LRPPRC, MAGI2, MAP2K 1, MAP2K2,
MAPK10, MBDS, MCOLN1, MCPHI, ME2, MECP2, MEDI12,

MEDI7 MEE)C MFSDR MGAT? MIC1 MOCS

Comprehensive Epilepsy (NGS Panel + Copy Number Analyis +
mtDNA) [NGS385]

1031

CDKSRAP2, CDKLS, CDON, CELSR1, CENPJ, CEP152, CEP290,

HCN4, HDAC4, HEXA, HEXB, HGSNAT, HNRNPH1, HNRNPU,
HPD, HRAS, HSD17B10, IDS, IDUA, IQSEC2, KANSLI, KAT6B,

Lavender Top (2 x4 mL)

Fulgent Genetics
(fulgentdiagnostics.com)

NextGen
Sequencing

ABAT (137150), ABCCS (600509), ACADSB (600301), ACSF3 (614245),
ADSL (608222), ALDHSAI (610045), ALDHTAI (107323), ALG11
(613666), AMT (238310), ARHGEF1S (608504), ARHGEF9 (300429),
ARX (300382), ASAHI (613468), ATIC (601731), ATPGAP2 (300556),
AUTS2 (607270), BOLA3 (613183), CI0ORF2 (606075), CACNAIA
(601011), CACNAIG (604065), CACNAIH (607904), CACNA2D2
(607082), CACNBA (601949), CACNG3 (606403), CADPS2 (609975),
CDKLS (300203), CERS1 (606919), CHD2 (602119), CHRNA (118502),
CHRNA4 (118504), CHRNB? (118507), CLCN2 (600570), CLON4
(302910), CLN3 (607042), CLNS (608102), CLNG (606725), CLN§
(607837), CNTNAP2 (604569), COGT (606978), COGS (606979),
COL6A2 (120240), COQ2 (609825), COQV (612837), CPAG (609562),
CSTB (601145), CTSD (116840), D2HGDH (609186), DEPDCS (614191),
DNAJCS (611203), DNMI (602377), DOCKT (615730), DPAGTI
(191350), DYRKIA (600855), EEF1A2 (602959), EFHCI (608815),
EPM2A (607566), ETHE] (608451), FARS2 (611592), FASTKD2
(612322), FH (136850), FOLRI (136430), FOXGI (164874), GABRAI
(137160), GABRB3 (137192), GABRD (137163), GABRG2 (137164),
GAMT (601240), GATM (602360), GCK (138079), GCSH (238330),
GEMI (606639), GIAI (600309), GLUDI (606762) GLUL (610015),
GNAOI (139311), GOSR2 (604027). GPHN (603930), GRINI (614254).
GRIN2A (138253), GRIN2B (138252), GkNuswsy. HCFCI (300019),
HCNI (602780), HCN2 (602781), HSDI17BI0 (300256), IBAST (615316),
IER3IP1 (609382). INHA (147380), INPP4A (600916), KCNBI (600397),

(152427), KCNHS (605716), KCNJ1 (600937), KCNMAL
(600150), KCNQ2 (602235), KCNQ3 (602232), KCNTI (608167), KCTDT
(611725), LAMC3 (604439), LGII (604619), LGI4 (608303), LIAS
(607031), MANBA (609489), MAPK10 (602897), ME2 (154270), MECP2
(300003), MFSDS (611124), MLYCD (606761), MOCSI (603707),
MOCS?2 (603708), MRPLI2 (602375), MTHFR (607093), NECAP1
(611623), NEUI (608272), NHLRCI (608072), NOL3 (605235), NRXN1
(600565), OCLN (602876), PCDH19 (300460), PDSS2 (610564), PGK1
(311800), PHGDH (606879), PIGM (610273), PIGO (614730), PLCBI
(607120), PNKP (605610), PNPO (603287), POLG (174763), PPT1
(600722), PRICKLEI (608500), PRICKLE2 (608501), PRRT2 (614386),
PURA (600473), RMNDI (614917), ROGDI (614574), SCARB2 (254900),
SCNIA (182389), SCNIB (600235), SCN24 (182390), SCNSA (600702),
SCNOA (603415) SERPINTI (602445) SGCF (604149) STCI3AS

Lavender Top (EDTA)

MNG Laboratories
(www.medicalneurogenetics.
com)/Dynacare

NextGen
Sequencing

Epilepsy NGS Panel

28-Jul-20

Comprehensive Immune and Cytopenia Panel [IM0902]

1076

Lavender Top (EDTA)

Blueprint Genetics

NextGen
Sequencing

22-Aug-23

964

Lavender Top (EDTA)

MNG Laboratories
(www.medicalneurogenetics.
com)/Dynacare

Next-
Generation
sequencing

29-5ep-20

1891

ABCCS, ABCDI, ABCDA, ACAAT, ACADY, ACADL, ACADM, ACADS,
ACA[)VL ACATI, ACOXI, ACSF3, AC‘H ADAMTSLI ADAR, ADSL,
. AGK, AGL, AGPAT2, AKT2, b
ALDIIbM. ALDHTAL, ALDOA, ALG1, ALQH. ALmz. ALGI3, ALG2,
ALG3, ALG6, ALGS, ALG9, AMACR, AMT, ANOL0, ANTXR2, APTX,
ARGI, ARSA, ARSB, ASAH, ASL, ASPA, ASS1, ATPI3A2, ATP6VOA2,
AUH, BAGLCT, BAGALTI, BCKDHA, BCKDHB, BSCL2, BTD,
Cl201f65, CA2, (ACNAIS CAV1, CAV3, CAVINI, CBS, CD320,
CKMTIA, CKMTIB, °NI, CLDN16, CLDNI9, CLN3, CLNS
CLN6, CLN8, CNNM1, (\NMI CNNM4, COG1, COG4, COGS, COG6,
COGT, COGS, COLI1A2, COL2AL, COQ2, COQ6, COQSA, COQ.
CPOX, CPSI, CPTIA, CPTIB, CPT2, CTNS, CTSA, CTSC, CTSD, CTSK,
DBT, DDOST, DGUOK, DHCR7, DHDDS, DLD, DOLK, DPAGT!, DPMI,
D M3, DP

FXYD2, G6PC, GAA, GALC, GALNS, GAMT, GATM, GBA, GBE1,
GCDH, GCHI, GCK, GIF, GLA, GLBI, GLDC, GLUDI, GMPPA, GNE,
GNPAT, GNPTAB, GNPTG, GNS, GPC3, GPHN, GUSB, GYG1, GYSI,
GYS2, HADH, HADHA, HADHB, HAMP, HCFC, HEXA, HEXB, HFE,

HGSNAT, HIV, HLCS, HMBS, HMGCL, HMGCS2, HNFIA, HNFIB,
HNF4A, HPD, HRAS, HSDITBI0, HSD17B4, HYALL, IDS, IDUA, IFIHI,
INSR, ISCU, IVD, KCNAI, KCNJ1 1, KCNJ2, LZHGDH, LAMA2, LAMP2,
LDB3, LDHA, LIPA, LMBRDI, LMNA, LPINI, MAGTI, MANIBI
MANBA, MCCC1, MCCC2, MCEE, MCOLNI, MFN2, MFSDS, MGAT2,
MMAA, MMAB, MMACHC, MMADHC, MMGT, MOCS1, MOCS?2,
MOGS, MPDUI, MPI, MPV17, MTHFR, MTR, MTRR, MUT, MYOT,
NAGLU, NAGS, NDUFS1, NEUL, NHLRC, NIPA2, NPCI, NPC2, OAT,
OPAI, OPA3, OTC, OXCTI, PAH, PC, PCBDI, PCCA, PCCB, PCKI,
PCK2, PDHAI, PDHB, PDHX, PDSSI, PDS
PEX11B, PEX12, PEX13, PEXI6, PEX2, PEX2(
. PFKM, PGAM2, PGKI, PGMI, PHKAL PHKA2, PHKB, PHKG1,
l-ukm PHYH, PLINI, I‘LPBI‘ PMM2 I‘DLL; POLG2, PPARG, PPOX,
32, PRKAG 3L, PYGM, QDPR,
R\ASEIPB RNASEH2C, RPN2,
CN4A, SEC23B, SGSH, SLCI2A3,

SLC25A3, SLC25A4, SLC2A2, SLC30AI0, SLC3S,
SICASCI SICA7A4 §1C30A4 STCIAL SICADAT STC41A)

Lavender Top (EDTA)2x 4
mL

Fulgent Genetics
(fulgentdiagnostics.com)

NextGen
Sequencing

28-Feb-20

c ive L ophy/ (NGS
Panel and Copy Number Analysis + mtDNA) [NGS372]
Comprehensive Metabolism NGS Panel
Comp Muscular Dystrophy/Myopathy (NextGen

Sequencing Panel and Copy Number Analysis + mtDNA)
[NGS330]

636

RS (G0S378), AARS (R01065), AARS? (612035, ABCCS (600509), ABIIDS (604780, ACACA
(200350), ACADS (611103), ACADS (S06SSS), ACADVL(S09575), ACTAI (102610), ACY1
(104620), ADCK (606980), ADSSLI (612495), AFGL2 (045S1), AGK.(610345), AGL (610860,
AGRN (103320), AIFMI (300169), AIMP (603605), AIP (S0SSS5), ALAD.(125270), ALDHISAT
(138250), ALDOA (103850), ALG2 (607905), ALS? (606352), AMMECRI (300195, AMPDI
(102770), ANOS (508662), AP3B2 (602166), APSDI (647246), KIAOIS (613653), APOAT
(107680), APOPTI (616003), APTX (606350), AR (313700, ARSA (607574), ASAHI (613468),
ASXL2 (612991), ATLI (606439), ATPIAS (1K2350), ATP2A1 (10S730), ATPTA (0001 1), B2M
(109700), BSGALNTS (610194), BSGNTI (605517), BAGALTI (137060), BAGS (603853), BCLIIB
(606558) BCSIL (603647), BICD2 (609797, BINI (601248), BSCL2 (606158), CI0ORF2 (606075,

CAPN 116240, CASK (ODIT.CASQ) (14250 CAY (6025, CCDCTS (14660, CCOCA

i, CRL (G014 HAT L 4, CHOADI G150, D (L27, GG (61295,
CHRNAL E (10072,

NG o7y I s LN (1182 rmxmmmmam 16959, CNTN

{605, a2 (9E29.COOD 6287 CONI0 (602129, CLEORFE 6147, CONI 605616,
FAMSOA (61469), COXGAL (602072), CONGB (124089), COXSA (123870, CPTIC (08846),CPT2
B (1 “TNS (606272, CYPTRI (03711
(610956), DCPS (610534), DCTNI (601143, DDIDI (614603, DDHD? (615003), DES (125660,
DGUOK (601465, DHTKDI (614984, DMD (0037, DMPK.(415377), DNA2 (01510), DNAJE2
(604139), DNATBG (611352), DNAICI2 (606060), DNAICIS (608977) DM (602378, DOKT
(610255), DPAGTI (191350), DPMI (GI3S03), DPVE2 (603564), DPNI (605051, DYNCIH1
(600112), DYSF (603009), EARS? (612799), EGR2(129010) EIF2B2 (606454, IF2B4 (606657).
(om0, 3 (13130 A (0),EROCS (a3 AL 6k B
3 (606489), FAY (6131
nmmmmmnmm.smrmmumu BN G5k, PN (159757, PG
2 (801513), FHLI 14 (614505), FRRP

oS0, TN (07440 FLAD (610899, FENC 12568 FLVCRY (69150 FOXRED (613620,
COORF4 (604574) GAA (606800) GAN (605379), GARS (600287), GATM (602360), GBA2
o) GaEI o7 COK 307, GOAPY (59 GEER (002 M 1620, G

(38290, G ), GLEI (60
«mmmmnmm»zum,a, aron, G iy cenen i
VS (1385 iARS
4210, HECWS (017249, HEXD (673, TN (G154 1K1 (142600, 1S (506
HNRNPAL (607137, HOXBI (142

DI (61560 HSPB (0219, ISP (64624, PSS (15014, HSPDI (115190,
1 (606951 INF2 (610952), INS
(176730, 1SCU (611911, ISPD (614631), TTGAT (600536), ITPA (147520),JPH (605267), KARS.
(601321, KETBDI3 (613727) KCNII (600359), KCNI T (600537), KCNJ2 (600681, KON
(600734), KIAAD196 (610657), KIFLA (601255, KIFIB (605995), KIFIC (603060), KIF21A (60S253),
KIFSA (602621), KY (605739), LICAM (308840), LAMA (156225), LAMP? (309060), LARGE
(603590, LDB3 (605906),LIPE(151750) LITAF (603795, LMNA (150330), LNINB1 (150340,
LPIN (605518), LRSAMI (S1093), LYRM? (G15831), LYST (606897, LYZ (153450, MARS
(156360, MATRS (164015), Mt (ED2S (610197), MEGFIO (612453) MPN2
8507), C20ORFT2 (615076), MICUI (6050%4), MITF (156845), MME(120520), MOCOS (613274).
(CTORFI1 (609155), MPVI7 (137960, MPZ.(155440), MRPS16 (609204) MTFMT (611766, MTHFR.
(60T093), MTM (300415), MTMRI (611089), MTMR2 (603557), MUSK (601296), MYF6 (159991,

G2

Lavender Top (EDTA)

MNG Laboratories
(www.medicalneurogenetics.
com)/Dynacare

Includes Limb Girdle
Muscular Dystrophy

Next-
Generation
sequencing

See Prevention
Genetics Panel

14-May-20




ACADS (606885), ACTAI (102610), AFG3L2 (604581), AGRN
(103320), APTX (606350), ATXNI (601556), ATXN2 (601517),
ATXN3 (607047), ATXN7 (607640), BIN1 (601248), CIOORF2

(606075), C120rf65 (613541), CHAT (118490), CHRNAI (100690).
CCHRNBI (100710), CHRND (100720), CHRNE (100725), CLPP

(601119), COLQ (603033), DNM2 (602378), DOKT (610285),

C ive O (NextGen EARS2 (612799), FOXE3 (601094), FOXREDI (613622), GBA MNG Laboratories
- . . (606463), GRMI (614831), HARS2 (600783), HCCS (300056), - . NextGen
Sequencing Panel and Copy Number Analysis; 55 Genes + 1648 Seaiol (sm‘xm s (mém)v e (60‘45 P ) Lavender Top (EDTA) | (www.medicalneurogenetics. o 14-May-20
mtDNA) [NGS352] C200RF72 (615076), MPV17 (137960), MTMI (300415), com)/Dynacare
MTMRI14 (611089), MUSK (601296), MYH2 (160740), OPA1
(605290), OPA3 (606580), PABPNI (602279), POLG (174763),
POLG2 (604983), RAPSN (601592), RRM2B (604712), RYR1
(180901), SCO2 (604272), SDHAF1 (612848), SEPNI (606210),
SLCI9A3 (606152), SLC9A6 (300231), SPEG (615950), TPM3
(191030), TUBB3 (602661), TYMP (131222), ZNF592 (606937).
T AR AR RS RS AT 7 B ARG RS0 TR RO TAT
DS ADCYG ADSLADSS
SAGALNT! BAGSBCAP! BCOR BCSILDCDR INY BMPE BOLAS DRKT| BRPE 5513 BTNL2
2 s Cemtate Conm! O o ks Gl cem et e
CPURL R CHA DG CHMELA CHBP 5 CHRN AL HRND CHANG (538 O CAP2L
LN CLONT CLP LD CLpe NP CNTN CNTNAP] CONSY C0G2 COLIEA
couasa AL
O CROX CPTICCREBDY CRYAD CSPIR Cop CTCI O CTNNBI CISD TS CUBN
# o cvrah Cvr o
Dol DoHD? D00ST i PRCipiar
N3 XAS DA DNAJCLA DAAICS DML DN AT DOCKS DPAGT! D b
oSk DST DYNCII EARS 603 ECE) GR 201 HIF20 203 P20 20 ELOVLA
et
ERLINY ERLIG SCO EVCEVCE EXOSCY EXOSCH EXT) FATHEADD FAN FAMIZAA
FAMIAB FAR] ARSFATS FBLNS PN LA PRSOO PN FOD FOPL4 FOFR L
14 FKME PRTN FXA FLNBFLNC FLVCR FLVCR LR FOXG1 FOXP) FOXRED!FTLFTO
(NextGen panel and (GeLC LS GDAPI GFAP GFo OF Gyl Il GJC2GLAGLDI GLDC GLIN GLRXS D2 RINEleemiEs NextGen
: 643 (445) i auver Lavender Top (EDTA) | (www.medicalneurogenetics. ! 14-May-20
Copy Number Analysis; 869 genes + mtDNA) [NGS445] ViAo HACEH o Sequencing
FEANT IVERE I A AL HLA/DQB! HEA DR MBS INGNEAL NRNPDL HOXD! com)/Dynacare
CANPRT ISDITOA ISP NSP0S NP3 HSPDI TRAY T VLS)ARS? IDAST 05
I I OBEPs RBKAP KK NES TR 543 SPD TP A LRI L S
G KATNB] AL KNGO DA KODIo KD NG KENT] KA RDNS:
KIFSA KIFSC KLC2 KRITI KY LICAM L2HGDH LAGES LAMA2 LAMBI LAMB? LARGE LARS?
i L) LT 1A i LB LPVL L0 LapPRC
LRSAMI LYRN LYSTLITR A MAG NANZD! MANDA MAPTMARS ARSI NATIA
MATRS BT HCCEL MCECE MCOH MY HECP MECR MEDI MEDRS EGEIOMFE
A2 NFSDA MGVE MICUL MKS! MLCT MLYCD MV MOCS! MOCS MORCE MICI
pi.
¢ A NADIG o okl
fe
DS NDUES?NDUE8 D1 NDUEVENER NERLNEPL NE NFY P2 NGE NGLYY
NP YD NLRPIZNLRP) S NOD2 NOTCH NP NP NN NSUNE NTSCENTRK!
pearierey s
PAFALIDI AN PANKS PARKS PARKY PCPCCA R PO ONA PDCDIPDEION PDERD
i
o roart
riascs rcol P
PARCATAKP P PNPLA2 PAPLAG PAPLAS PP POLGZPOLRIC
Aland Island Eye
Disease ( 300600);
Cone-Rod Dystrophy X-
e EnCETS Linked 3 (2004'7’51 NextGen
Cone-Rod Dystrophy Panel [10403] 1444 CACNALF (300110) Lavender Top (EDTA) | (www.preventiongenetics.co '3 (300476); y 10-ul-23
o Congenital Stationary | Sequencing
Night Blindness, Type
2A (300071)
) ) ARMCS, CYP11B1, CYP1182, CYP17AL, CYP21A2, | Lavender Top (EDTA) 2 x4 Fulgent Genetics
Congenital Adrenal Hyperplasia NGS Panel 1326 g ’ g g g 28-Feb-20
B yperp HSD3B2, POR, PRKAR1A, STAR mL (fulgentdiagnostics.com)
ARMCS CYP11A1
e Blueprint Genetics
CYPL7AL CYP21A2* Lavender Top (EDTA) 2 x4 NextGen
Congenital Adrenal Hyperplasia Panel [ENOS01 1326 http://blueprintgenetics.com 28-Feb-20
B 'yperp L 1 HSBD3B2 PDE11A PDESB mL P://blueprintg Sequencing
POR PRKARIA
STAR
0
Hypoglycemia, Familial 3
602485
Hyperinsulinemic
Hypoglycemia, Familial 6
606762
Hyperinsulinemic
Hypoglycemia, Familial, 1
ABCCS (600509) 256450
GCK (138079) Hyperinsulinemic
GLUDI (138130) Hypoglycemia, Familial, 2
HADH (601609) Prevention Genetics 601820
. . . N . Next-Generation
Congenital Hyperinsulinism Panel [10265] 541 HNFIA (142410) Lavender Top (EDTA) | (www. o 7/10/2023
HNF4A (600281) m) Hypoglycemia, Familial, 4 |~ 5°1'""8
KCNJI11 (600937) 609975
SLC16A1 (600682) Hyperinsulinemic
UCP2 (601693) Hypoglycemia, Familial, 7
610021
Maturity-Onset Diabetes
Of The Young, Type |
125850
Maturity-Onset Diabetes
Of The Young, Type 3
600496
Dot Tacte
Myasthenic syndrome,
congenital, with pre-
and postsynaptic
defect s 615120);
Myasthenic syndrome,
congenital, associated
with episodic apnea
(254210); Multiple
pterygium syndrome,
lethal type (253290);
Myasthenic syndrome,
fast-channel ital
AGRN, ALG14, ALG2, CHAT, CHRNAL, CHRNB1, CHRND, ate ?ggsggzy_gem @
CHRNE, CHRNG, COL13A1, COLQ, DOK7, DPAGTL, At Mvasthonic syrome Next-
Congenital Myasthenic Syndrome NGS Panel 606 GFPTL, GMPPB, LAMB2, LRP4, MUSK, MYOOA, PLEC, | LavenderTop(2x4ml) | o e"f i ¥ i chayn"el " | Generation 25-Jul-17
PREPL, RAPSN, SCN4A, SLC25A1, SLCSA7, SNAP2S, B - sequencing

STIM1, SYT2 (28 genes)

congenital (601462);
Myasthenic syndrome,
congenital, associated
with acetylcholine
receptor deficiency
(608931); Myasthenic
syndrome, slow-
channel congenital
(601462); Multiple
pterygium syndrome,
lethal type (2532900;
Myasthenic syndrome,

fact_channal ranaanital




ACTB* CLPB
CSF2RA#* CSF3R

m)

Amyloid Nephropathy
With Urticaria And
Deafness (191900);

Familial Cold Urticaria

CTSCEFL1*
ELANE G6PC3
GATA2 GFI1
GINS1 HAX1 Blueprint Genetics
Congenital Neutropenia Panel (IM0501] 836 [FNGR2 P || NextGen 28-Feb-20
‘ongenital Neutropenia Pane ; y -Feb-
5 e JAGN1 LAMTOR2 P P printg Sequencing
LYST MKLL
PGM3 RAC2
SBDS* SLC37A4
SMARCD2 SRPS4
SRP72* VPS138
VPSA5# WAS WDRL
Prefered Plasma (Li Replaces vasopressin/Anti-
) Fl t
Copeptin, Serum/Plasma 1465 heparin). Serum OK. Store | In-Common Laboratories DA BT Fluorescent 5-Sep-22
Suggest ordering immunoassay
and send frozen (90 days). commlatiy o e
Cornelia de Lange
syndrome 1 (122470);
Cornelia de Lange
syndrome 2 (300590); Next
Cormela de Lange Syndrome NIPBL (608667); SMICIA (300040); SMIC3 (606062 | o Fulgent Genetics Cornelia deLange | N
B HDACS (300269); RAD21 (606462) B (fulgentdiagnostics.com) | syndrome 3 (610759); ‘
‘ sequencing
Cornelia de Lange
syndrome 4 (614701);
Cornelia de Lange
syndrome 5 (300882)
3 ml EDTA plasma should
Seb::;:::‘:::;‘:as Inter Science Institute - 944
Corticotropin Releasing Factor (CRF, CRH) P West Hyde Park Bivd, RIA 3/9/2017
possible. Plasma should
lasma s Inglewood, CA 90302
be frozen immedately
after separation
Mayo Clinical Laboratories
Cortisol, free [CORTF] Red Top or Lavender Top. | (www.mayomedicallaborator 31.0ct-20
ies.com)
) - ) Whole blood EDTA; Stable | Mayo Clinical Laboratori Fiévre Q (Coxiell
Coxiella burnetii (Q fever), Molecular Detection, PCR, Blood ole bloo Stable | Mayo Clinical Laboratories | Fievre Q. (Coxiella
e 7 days only atat4°Cor- | (www.mayomedicallaborator| burnetti IgG et IgM) at 31-0ct-20
20°C. ies.com) CHUS Fleurimont
Molecular Genetics
Laboratory, Hospital for Sick
Children Sanger
sickkids.ca/Paediatricl ing;
Craniosynostosis Non-Syndromic (select exons of FGFR3 gene) FGFR3 (134934) Lavender Top (EDTA) L‘::’r‘:t::yw:e;:r{;fa ;r:; Craniosynostosis Sei‘g‘:;s‘"g'
ries-Services/Molecular- (p.Pro250Arg)
Genetics-
Laboratory/index.htmi)
argininesglycine
amidinotransferase
deficiency
(602360/612718),
Mayo Clinical Laboratories | guanidinoacetate
Creatine Disorders Panel, Urine [CRDPU] GATM (602360); SLC6AS (300036) Random urine (www. i y
ies.com) deficiency
(601240/612736),
creatine transporter
(SLC6A) defect
(300036/300352)
Molecular Genetics
Lab i i
aboratory, Hospitalfor Sick sanger
Children ) ) ;
(wusickkidscofpaediatrc, | Cramosynostosis: | sequencing:
Crouzon Syndrome (select exons of FGFR2 and FGFR3 gene) FGFR2 (176943); FGFR3 (134934) Lavender Top (EDTA) - < Crouzon syndrome | FGFR2 (exon 7
aboratoryMedicine/Laborato
” ! (123500) and 8); FGFR3
ries-Services/Molecular- P
Genetics- B E
Laboratory/index.htmi)
Cryofbrinogen
Collection
Container/Tube: Lavender
top (EDTA)
Submission
Container/Tube: Plastic vial
Specimen Volume: 1 mL
Collection Instructions: o
8 Evaluating patients
1. Tube must remain at 37 ) "
with vasculitis,
degrees C. .
) glomerulonephritis,
2. Centrifuge at 37 degrees o
C.(Donotuse a -
) e lymphoproliferative
refrigerated centrifuge. If - ) !
) ) Mayo Clinical Laboratories diseases
Cryoglobulin and Cryofibrinogen Panel, Serum and Plasma absolutely necessary, ° ) -
. ' | (www.mayomedicallaborator immunofixation
[CRGSP] ambient temperature is 4 o
¢ ies.com) Evaluating patients
acceptable.) Itis very iy
important that the -
; i macroglobulinemia or
specimen remain at 37 :
! myeloma in whom
degrees C until after )
¢ symptoms occur with
separation of plasma from
cold exposure
red cells.
3. Place plasma into an
appropriately labeled
plastic vial. Cryoglobulin
Collection
Container/Tube: Red top
Submission
Cantainar/Tiha: Plactic wvial
Chronic Infantile
Neurological,
Cutaneous And
) ) . ) Prevention Genetics Articular Syndrome
c -Associated Periodic Synd the NLRP3 G " ° o Sanger
PSR G RS [': 6;;] romes via the ene NLRP3 (606416) Lavender Top (EDTA) | (www.preventiongenetics.co |  (607115); Familial sequ'fn i 10-Jul-23




Serum: Collect serum
specimens in serum
separator or red top tube.
Allow blood to clot for 30
minutes, then centrifuge.
Pipette serum into a
) o plastic screw cap vial. PR
8-Sep-22
Cryptococcal Antigen, latex agglutination [319] 2020 e MiraVista Diagnostics p
container. Centrifuge to
remove white cells and
particulate matter.
STABILITY
efrigerated/Frozen: 2
months
14-3-3 protein
testil f
2.0 mL CSF; Freeze sample ) o -
as soon as possible after National Microbiology Creutzfeldt-lakob | 20PNl | Gp i be registerd
CSF Protein Immunoassay Panel (CID Protein Test Panel) 1383 n as po Laboratory, Health Canada . fluid (CSF) > i 24-May-17
collection. Ship frozen on s Disease (CID) with surveillance.
Pl (Winnipeg) (ELISA); PrPd
v lce. (QuIC); Tau
protein (ELISA)
Epilepsy, progressive
9 . myoclonic 1A
CSTB dodecmer repeat expansion (7084 CSTB (601145 Lavender Top (EDTA Ambry Genetics ’
T repeat expansion [7084) { ) UECETUED (HAEY, oS (Unverricht and
Lundborg) (254800)
Currarino syndrome MNX1 (142994) Lavender top (EDTA) Bl Currarino syndrome g
i P (www.diagenos.com) (176450) sequencing
) Centogene AG Currarino synd B
Currarino syndrome MNX1 (142994) Lavender top (EDTA) G0 GRS Ehp
(www.centogene.com) (176450) sequencing
Fulgent Geneti NextG
Cystinuria NGS Panel 807 SLC3AI (104614); SLCTA9 (604144); PREPL (609577) Lavender Top (2 x 4 mL) Ueent Genetics Cystinuria (220100) extaen 22-Dec-20
(fulgentdiagnostics.com) Sequencing
Serum (Red Top) AND | Mayo Clinical Laboratories
Cyclic AMP, Urinary Excretion [GRP] random urine resquired. | (www.mayomedicallaborator 19-May-17
Store frozen. ies.com)
) Serum. Store and send ) i hel
Cystatin C [CYSTC] 78 erum. tore andsen In-Common Laboratories mmUnonepne 6-Sep-18
frozen ometry
Genome Diagnostics
The Department of
Paediatric Laboratory
Medicine
The Hospital for Sick Child
Cystic Fibrosis: CFTR Deletion Duplication Analysis 763 CFTR (602421) Lavender Top (EDTA) © Hospital for Sick Children | o 0 ki osis (219700) MLPA
(www.sickkids.ca/paediatricla
bmedicinems/lab-
divisions/genome-
diagnostics/genome-
diagnostics.htmiigenome)
Mayo Clinical Laboratories
Cytochrome P4S0 2D6 (CYP2D6) Comprehensive Cascade Lavender Top (EDTA). °
77 CYP2D6 (124030) ! dicallaboraty 31-0ct-20
[2D6CV] { ) Stable for 30 days ata+c. | (W"mayomedicallaborator
ies.com)
Mayo Clinical Laboratories bead-based
) Lavender Top (EDTA). ° includes soluble ’
Cytokine Panel [CYPAN 1523 ! dicallaboraty Il 18-Apr-23
D e ) Stable for 30 days ataec. | (Www-mayomedicallaborator| ;1o o 5 receptor | Multiplex P
ies.com) immunoassay
34-plex Cytokine Panel 1523 Serum. Store at -20°C. OncoHelix 27-Sep-23
Dabigratan Serum (Light blue top) Quest Di
Leukoencephalopathy
with brain stem and
spinal cord
osrons | e |
DARS2 Full Gene Sequencing Analysis [MOL094] DARS2 (610956) Lavender Top (EDTA) | (www.medicaineurogenetics.| 717" sequj‘ . 14-May-20
conl/Bviztare Alternate name:
DARS2: Mitochondrial
Aspartyl-tRNA
Synthetase Deficiency
Cytogenetics Laboratory LT
Deletion 1p Green Top; RT only o gital sk ol dreyr" deletion syndrome microarray
P (607872)
Prevention Genetics
Dementia, Plus APOE Panel [15779] 598 19 genes Lavender Top (EDTA) (www.preventiongenetics.co NGS 20-Jun-24
m)
Mayo Clinical Laboratories
Red Top preferred. S °
Dexamethasone [FDXM] 1465 A (www.mayomedicallaborator Le-Ms 6-0ct-22
ies.com)
Blueprint Genetics
Developmental Disorders Panel [MS0101] 718 Lavender Top (EDTA) | http://blueprintgenetics.com NGS 22-Feb-24
Blueprint Genetics
) Lavender Top (EDTA) 2 x4 ) ¢ NextG
Diabetes Insipidus Panel [KI1801] 1457 AQP2 AVP AVPR2 avendenloplEDTA) 2 |t /Bl o eenetics com extoen 28-Feb-20
mL Sequencing
Blueprint Genetics
Lavender Top (EDTA) 2 x4 NextG
DICERI single gene test [S00555] 246 DICERL avenderTop (EDTA)2X4 |\ /b1 eprintgenetics.com extGen 28-Feb-20
mL Sequencing
Red Top or Gold Top.
Dihydrotestosterone, Serum [DHT] 1459 Store serumandsend | In-Common Laboratories ELISA 30-Jan-20
frozen
Gastroenterology Clinical Lab.
Nemours/Alfred .Dupont .
- " tase,
Intestinal biopsy, 2-5 mg Hospital for Children, actase
wet weight, Store at -70°C Wilmington, DE maltase,
Disaccharidase Determination, Small Bowel Biopsy 85 T (www.nemours.org) sucrase, 22-Feb-24
witilld "’p“j"g‘a" Send ON | jyypg://www.nemours.org/pediatr palatinase and
s ic- glucoamylase
research/labservices/diagnostic/ga
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Disorders of Sex Development Sequencing Panel with CNV owRT: s " ° Bk ied Spinox SARGIS | sequencing
3 1395 rors s Lavender Top (EDTA) | (wwy o d 10ul-23
Detection [4509] o1 s Do e AR08 | With CNV.
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FOXL2 605597 detection
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Distal Hereditary
Motor Neuronopathy
Type 2B (608634);
Charcot-Marie-Tooth
Disease Type 2F
(606595); Distal
Hereditary Motor
Neuronopathy Type 2A
(158590); Charcot-
Marie-Tooth Disease,
Tl;/‘p: fh (6036(73); Next
ATP7A (300011); BSCL2 (606158); DCTN1 (601143); " ('5 aN ere ‘a"ih Generation
DNMT1 (126375); FIG4 (609390); GAN (605379); GARS e ‘;” :(”6?;7";;_ Y| Sequencing
DISTAL HEREDITARY MOTOR NEUROPATHY NGS PANEL (600287); HSPB1 (602195); HSPBS (6080140; IGHMBP2 | Lavender Top (2x 4 mL) e o i Tory | (NGS)and
(600502); MEGF10 (612453); REEP1 (609139); SETX e e 2"; Sanger
(608465); SLC5A7 (608761); TRPV4 (605427) \sease lype 2D sequencing
(601472); Spastic !
° technologies
Paraplegia 17
(270685);
Spinocerebellar Ataxia
Autosomal Recessive 1
(606002);Charcot-
Marie-Tooth Disease
Type 2€ (606071);
Spinal Muscular
Atrophy, Distal,
Congenital
benzthiazide,
bumetanide,
Mayo Clinical Laboratories E::Z:::;x)’:z
Diuretic Screen, Urine [FDIRU] Random urine (www.mayomedicallaborator cone,
o furosemide,
i hydrochlorothiazide,
hydroflumethiazide,
and metolazone
Serum (Gold or Red Top). | Mayo Clinical Laboratories
Anti-DNAse B Titer, Serum [ADNAS] 1465 Stable for 28 days at 4°C | (www.mayomedicallaborator Nephelometry 23ul-23
(preferred) or -20°C. ies.com)
Mayo Clinical Laboratories
Serum SST. Stable at -20°C
DNA Double-Standed Antibodies, IgG, Serum [ADNA] 1465 o s (www.mayomedicallaborator ELISA 20-Aug-21
Vs es.com)
) Serum (2 mL). St -
Doxycycline [94093] 1465 RREHZIL Store Quest Diagnostics 21-Feb-20
frozen.
Drug Dependent Platelet Antibody [3000] 1465 Gold ST Blood Center of Wisconsin
Mayo Clinical Laboratories | o
Drug Screen, Prescription/OTC, Urine [PDSU] 1465 Random urine (www.mayomedicallaborator (ml"ame) 20-0ct-20
ies.com)
Molecular Genetics
Laboratory, Hospital for Sick
Children -
Duchenne and Becker Muscular Dystrophy (310200 and (www.sickkids.ca/Paediatricl oI
617 DMD (300377) Lavender Top (EDTA 2 2. 4-May-17
300376) ( ) avenderTop (EDTA) |\ - toryMedicine/Laborato 562::';':: . v
ries-Services/Molecular- g g
Genetics-
Laboratory/index.html)
Alternating hemiplegia
of childhood 2
(614820); CAPOS
syndrome (601338);
Dystonia-12 (128235);
Dystonia, myoclonic
(159900); Dystonia,
primary cervical;
Dystonia 16 (612067);
Convulsions, familial
infantile, with
paroxysmal
ANO3, ATP1A3, CACNAIB, CIZ1, COL6A3, DRD2, DRDS, choreoathetosis Next see Med
B GCH1, GNAL, HPCA, KCTD17, PNKD, PRKN, PRKRA, Fulgent Genetics (602066); Episodic ) )
Dystonia Dyskinesia NGS Panel 1096 Lavender Top (2 x 4 mL, Nt end ; Generati N f 134ul-21
EREILI BIRINEE) ane PRRT2, SCP2, SGCE, SLC2A1, SLC6A3, SPR, TAFL, TH, venderTop (2x4mLl || q oo taiagnostics.com)  |Kineslgenc dyskinesia 1 S::j;:;’é E”';fs:f es

THAP1, TOR1A, TUBB4A

(128200); Seizures,
benign familial
infantile, 2 (605751);
Leukoencephalopathy
with dystonia and
motor neuropathy
(613724); Dystonia-11,
myoclonic (159900);
Parkinsonism-dystonia,
infantile (613315);
Dystonia, dopa-
responsive, due to

in raductace




Next-

Dystonia/Parkinson Panel [T402] 1096 Lavender Top (EDTA) | GeneDx (www.genedx.com) Generation 6-Jun-24
sequencing
ACY1, ADGRV1, ADSL, ALDH7AI, ALG13, ARFGEF2,
ARHGEF15, ARHGEF9, ARX, ATP1A2, ATP6AP2, AUH,
BCKDK, CACNAIA, CACNA2D2, CACNB4, CDKLS, CHD2,
CHRNA2, CHRNA4, CHRNA7, CHRNB2, CLCN4, CLN3, CLNS,
CLN6, CLN8, CNTNAP2, CPAG, CSTB, CTSD, CTSF, DEPDCS,
DNAIJCS, DNM1, DYNCIHI, DYRKIA, EEF1A2, EFHCI,
EPM2A, FARS2, FOLR1, FOXG1, GABRAI, GABRB2, GABRB3,
‘GABRD, GABRG2, GAMT, GATM, GNAO1, GOSR2, GRIN1,
GRIN2A, GRIN2B, HCN1, HCN2, HNRNPU, IQSEC2, KANSLI,
. N KCNBI, KCNH2, KCNHS, KCNJ10, KCNQ2, KCNQ3, KONTI, Fulgent Genetics
Early-Onset Epileptic Encephalopathy Panel emen Fas e o e e e, || (EETE @A) || o B
MFSD8, MTOR, NEDD4L, NHLRC1, NR2F1, NRXN1, PCDH19,
PIGA, PIGO, PIGV, PLCBI, PNKP, PNPO, POLG, PPTI1,
PRICKLEI, PRRT2, QARS, RBFOX1, RBFOX3, ROGDI,
SCARB2, SCN1A, SCN1B, SCN2A, SCN3A, SCNSA, SCNSA,
SCNOYA, SIK1, SLC12A5, SLCI13AS, SLC19A3, SLC25A12,
SLC25A22, SLC2A1, SLC35A2, SLC6AS, SLCIA6, SPTANI,
SRPX2, ST3GAL3, ST3GALS, STXIB, STXBP1, SYN1,
SYNGAPI, SZT2, TBC1D24, TCF4, TNK2, TPP1, TSC1, TSC2,
UBE3A, WDR45, WWOX, ZEB2
ADAMTS2, ATP7A, CHST14, COL1A1, COL1A2, COL3AL, Blueprint G NextGen
b . b 2 ) , ueprint Genetics oen .
Ehlers-Danlos Syndrome Panel [CA0101] 575 L (ol i, e ity it o, G| R @Y | o meEE R Sequegzl:‘g, Del 1-Feb-24
Also available
as single tests;
NMDR, LI,
CASPR, AMPAR,
CSF only. Store at -20°C. GABAD, DPPX,
CSF only NMDA as Ab i BC Neuroi I GADS5,
MOSAIC-6 Autoimmune Encephalitis Panel 1417 NMDAR, GABAB, DPPX, LGI, CASPR2, AMPAR (CSF only asAbls edrolmmunaigy 4-Apr-24
made by plasma cells in (beneuro.ca) 1gLONS, GFAP.
CSF). Allat $200.
Confirmatory
testin N/C.
NMDA Ab titre
for following pt.
Mayo Clinical Laboratories N
Encephalopathy, Autoimmune Evaluation [ENCES CSF] CSFminimum3cc | (www.mayomedicallaborator|  IFA, RIA, CBA, WB | 1" 9-Aug-22
ies.com)
Mayo Clinical Laboratories N '
Encephalopathy, Autoimmune Evaluation [ENCES serum] Red top, 7-10 cc of blood | (www.mayomedicallaborator|  IFA, RIA, CBA, WB ‘T"‘\::; ”‘I’::'“ 9-Aug-22
ies.com) o
1. single exon
testing 2. full
Centogene AG
Epidermolysis bullosa (226600) COL7A1 (120120) Lavender Top (EDTA) entogene gene
(www.centogene.com) sequencing 3.
deletion/duplica
tion testing
ACY1, ADSL, ALDH7AI, ALG13, ARHGEF9, ARX, CDKLS5,
CHD2, CHRNA2, CHRNA4, CHRNB2, CNTNAP2, DEPDCS,
DNMI, FOLRI, FOXG1, GABRAL, GABRB3, GABRG2, GAMT,
‘GNAOI, GRIN2A, GRIN2B, HCN1, HNRNPU, KCNA2, KCNBI,
KCNQ2, KCNQ3, KCNTI, LGIl, MAPK 10, MBD5, MECP2, Fulg it Gi ti
Essential Epilepsey Panel 356 MEF2C, NRXN1, PCDH19, PLCBI, PNKP, PNPO, POLG, Lavender Top (2 x 4 mL) u ger\ en? cs
PRRT2, RNASEH2A, RNASEH2B, RNASEH2C, ROGDI, (fulgentdiagnostics.com)
SAMHDI, SCNIA, SCN1B, SCN2A, SCN8A, SCN9A, SIK1,
SLCI9A3, SLC25A22, SLC2AI, SLC35A2, SLC9A6, SPTANI,
ST3GAL3, ST3GALS, STXBP1, SYNGAPI, SZT2, TBC1D24,
TCF4, TREX1, TSCI, TSC2, UBE3A, ZEB2
Mayo Clinical Laboratories | )
Red Top Only. Store at - ° disorders of sex steroid
Estrone, Serum [E1] 1465 ed TopOnly. Storeat= |\ mayomedicallaborator | *0"4€"® ' seX sterol Le-Ms 21-Nov-22
20°C for up to 28 days. A metabolism
ies.com)
Ular dystrophies,
Musc\::ar ys?trulp e o
ongentta’ Generation
myopathies, :
] | sequencing and
Congenital myasthenic
© gene-targeted
syndrome, Nemaline
L dirdle | CGHarray
myopathy, Limb gircle | (4o otion/duplic
muscular dystrophy, |- °
e " | ation analyss
l’V retronny, | included in this
ACTA1, AMPD1, AMPD3, ANOS5, BAG3, BIN1, BSCL2, 'C“”“” a,(' IVS mp‘y‘ panel: BIN1,
CAPN3, CAV3, CFL2, CHAT, CHRNAL, CHRNB1, CHRND, ungjn': '"h”“” A" | BscL2, CFL2,
CHRNE, CHRNG, COL6A1, COL6A2, COL6A3, COLQ, c d,ys i ‘:h CHAT, CHRNAL,
CRYAB, DAG1, DES, DMD, DNM2, DOK7, DYSF, EMD, N a'\'ﬂ '°m;’°pa| t'“‘ CHRNB1,
Expanded Neuromuscular Disorders: Sequencing and AL T R (G E CI L, (G, ISR 2 AP el SHENDY
P e Pane\[MMqaeo] 8 ISPD, ITGA7, LAMA2, LARGE, LDB3, LMNA, MTM1, Lavender Top (EDTA) o e:’":’;‘“e e ':';I’:f"‘ CHRNE, Fomerly Emory
P MTMR14, MUSK, MYH2, MYH?, MYOT, NEB, PABPN, s e m‘fe CHRNG, COLQ,
PLEC, PLEKHGS, PMM2, POMGNTZ, POMTL, POMT2, oA Iy o | DNM2, DOKT,
PTRF, PYGM, RAPSN, RYRL, RYR2, SCN4A, SEPN1, SGCA, VI: ! h" ar ';";"”f Yo | FHLL, FLNC,
SGCB, SGCD, SGCE, SGCG, SIL1, SYNEL, SYNE2, TCAP, uc T"": (“ i’ GLEL, GNE,
TNNI2, TNNT1, TPM2, TPM3, TRIM32, TTN, VRK1 muscular dystrophy, ,z018p5 15pD,
Congenital disorder of MTM1
glycosh\::a‘tfun tvtpe 1a, MTMR14,
" ar‘ti“a" . MUSK, MYH2,
i t.i'.",':'a PLEKHGS, PTRF,
M Su‘scep 'd‘ \(v, . PYGM, RAPSN,
N‘1’°C_ onus S‘fs OMa | SCN4A, SYNEL,
a”:es“" g’,gl'e‘” SYNE2, and
syndrome, Distal VRK1)
Nwn
Cincinnati Children’s
0.5mLredtopserum- | Hospital Medical Center
spun, separated, frozen | 3333 Burnet Avenue NRB
Factor B 15-Nov-17
actor within 2 hrs of collection; | 1042 Cincinnati, OH 45229
ship on dry ice (www.cincinnatichildrens.org
Serum (Gold or Red Top). Mayo Clinical Laboratories
F-Actin Ab, 1gG, Serum [FACT] 1969 Stable for 21 daysat4°C | (www.mayomedicallaboratories. ELISA 17-Aug-23
(oreferred) or -20°C. om)
Cincinnati Children’s
Hospital Medical Center S
3333 Burnet Avenue NRB
b i 15-Nov-17
Factor | 2ml frozen serum. AT o o) mediated renal
nennat = diseases Fl
(www.cincinnatichildrens.org
Cinncinatti Children's
Familial Hemophagocytic Lymphohistiocytosis (FHL), nena PRF1and STX11al Available at Fulgent
ol et s ey D e ooy ioss (L) PRF1 (170280); UNC13D (MUNC13-4) (608897); Hospital (Division of Human anc aso VEIIRILSCI G
Autosomal Recessive; type 2 (603553), type 3 (608898), type A AP FOEE), g Gty || VT (BT R ctin Dot at: Hospital for Sick for 1450 or
4(603552) and type 5 (613101) g g & Children 19508 with del/du
Laboratories)
Prevention Genetics Next-
Familial Hypocalciuric Hypercalcemia (FHH) Panel [10125] 805 AP251, CASR, GNA1L Lavender Top (EDTA) | (www.preventiongenetics.co Generation 104ul-23
m) sequencing




Familial Limb Girdle Myasthenia Syndrome via DOK7 Gene

Prevention Genetics Myasthenia, Limb-

e 626 DOK?7 (610285) Lavender Top (EDTA) | (www.preventiongenetics.co | Girdle, Familial Available at MNG | 10-Jul-23
m) (254300)
Farmer's Lung IgG Antibodies, Serum [FLGAB] 1465 Serum (2 mL). store o Cammen ey || CHESESAYTE FEIA 10-Mar-20
frozen. vulgaris 1gG Ab
For a random collec Nuclear
minimum of § g (donot s Mayo Clinical Laboratories Magnetic
Fat, Feces [FATF] 1465 el (www.mayomedicallaborator Resonance 3-Aug-22
Store frozen. e e
Spectroscopy
ACADY, ACADL, ACADM, ACADS, ACADVL, CPT1A, Includes: Fatty liver,
CPTLB, CPT2, ETFA, ETFB, ETFDH, GLUDL, HADH, ) acute, of pregnancy Replaces: UofA
S Fulgent Genetics NextGen ’
Fatty Acid Oxidation Deficiency NGS Panel 528 HADHA, HADHB, HMGCL, HMGCS2, HSDA7B10, LPIND, | LavenderTop (2x4mb) | o 4 #0 PEIEE (609016); HELLP soquencing | tarected mutation
SLC22A5, SLC25A20, TAZ syndrome, maternal, testing
of pregnancy (609016)
Blueprint Genetics Next-
Fatty Acid Oxidation Syndrome Panel [ME1701] 1320 Lavender Top (2x 4 mL) | http://blueprintgenetics.com Generation 29-Feb-20
sequencing
Cincinnati Children’s
Hospital Medical Center S
’ ) 3333 Burnet Avenue NRB "
FH Autoantibody Testing 64 amifrozenserum. | O 4220 mediated renal 15-Nov-17
nennat = diseases Fl
(www.cincinnatichildrens.org
)
Molecular Otolaryngology &
Renal Research Laboratory, | Hemolytic uremic
AR S o Panel requires atleast 2m | U. of lowa Carver College of | syndrome, atypical, | ELSIA and other e
frozen serum. Medicine susceptibility to, 5 assays
(www.medicine.uiowa.edu/m (612925)
orl)
) | Mayo Clinical Laboratories No longer available
Intact Fibroblast Growth Factor 23 (FGF23), Serum [IFG23] s Serum SfST.BSOta:Ie at 20 | omentcalaborator Lo o e
or 30 cays. es.com) province.
. ) Fibrodysplasia ACVR1 point
Fibrodysplasia ossificans progressiva (135100) ACVR1 (102576) Lavender Top (EDTA). || Lowversity ofiRennsyNaniai |l . o ne progressival | mutation €617
School of Medicine
(135100) GA
Serum: Collect sample in Liquid
" ) Chromatograph
Fluconazole, Serum or Plasma [20895P] 1118 ) NMS Laboratories y/Tandem Mass 9-Jun-22
Plasma: Collect sample in ety
Lavender top tube (EDTA) eErS
Serum
Draw blood in a plain red- Liquid
top tube(s), serum gel | Mayo Clinical Laboratories Chromatograph
Fluphenazine (Prolixin), Serum [PROLX] 929 tube s not (wwy i ator d y/Tandem Mass 26-Jan-20
Spin down and send 3 mL ies.com) Spectrometry
of serum refrigerated ina (LC/MS/MS)
plastic vial.
] CYPIAZ, CYP2CO, CYP2CID, CYP2DG, CYPIAR, CYPIAS, | oo Mo [ Niayo Cliial Laboratoris
Focused Pharmacogenomics Panel [PGXFP] 1582 SLCOIBI, VKORC, CYP4F2, and 1512777823 o (www. mayomedm:ﬂlabommnes.c TagMan 16-Jul-24
om
Familial Hemiplegic Migraine (NGS Panel and Copy Number Lavender Top MNG Laboratories Next- Replaced by 21-Aug20
Analysis + mtDNA) [NGS429] 581 ATPIA2, ATPIA3, BAPI, CACNAIA, PRRT2, SCNIA (www.medicalneurogenetics. Generation |  Blueprint panel
com)/Dynacare sequencing
FACIOSCAPULOHUMER|
Lavender Top (EDTA). University of lowa ALMUsCULAR | TR ODY
FSHD - Detection of Abnormal Alleles with Interpretation R B pEEEnD Diagnostic Laboratories USRI ping;
102 DUX4 (D424) (606009); SMCHD1 (614982) collected more than 5 | (http://www.healthcare.uiow (158900); ' 13-May-19
(FSHD1 and FSHD2) ! ) methylation;
days before receipt by the |a.edu/path_handbook/rhand | F oD
laboratory. book/test127.html) | Muscular Dystrophy 2 ’
T sequencing
Lavender Top (EDTA). | Dept of Clinical Laboratory
Bone marrow. Stable 24- Genetics. Genome
AR 1395 48 at RT after draw. Do | Diagnostics. Toronto General (2 aodiv22
not freeze. Hospital.
fumarate hydratase;
fumarase deficiency.
Includes: Hereditary Sanger
FH Gene Sequencing & Del/Dupl [713] 1034 FH (136850) Lavender Top (EDTA) | GeneDx (www.genedx.com) | - ‘ sequencing and 19-Jan-23
Leiomyomatosis and o
Renal cell Cancer
(HLRCC) (150800)
Replaced by: 1.3-
Collect 3-5 mL blood ina BetaD Gl
serum separator gel tube | Mayo Clinical Laboratories (Fungitel), Serum
Fungitell, Serum [FUNGS] 489 (SST). Centrifuge specimen | (www.mayomedicallaborator 20-4an-20
within 2 hours. Ship serum ies.com)
gel tube frozen
Gabapentin [GABA] 107 Red Top. isrz':"a"d send || Common Laboratories Lc/uv 6-Sep-18
Anti GM1 IgG, Anti GM2 IgG, Anti GM3 IgG, Anti GDI;I‘ Serum (Red Top); Plasma Replaces Mitogen
Ganglioside Antibodies Profile IgG & IgM, Serum [GANGM S] 32 C"g&’l 'E'&,C,'ff. :‘b(_:gMC; l‘;’;}‘l‘i::‘"c"fg ;;“M“ igul 2'5163 fg‘;;‘ (EDTA, Hepang? Citrate), In-Common Laboratories Eﬂigé’ﬁli?;ﬁc Ncufologlcal Diiasc 9-Mar-23
e Stable 14 d. Store frozen. Profilc
Charcot-Marie-Tooth
MNG Laboratories disease, type 2D —
GARS Full Gene Sequencing Analysis [MOL167] GARS (600287) Lavender Top (EDTA) | (www.medi genetics. | (601427); ! 9-May-20
com)/Dynacare distal hereditary S
motor, type V (600794)
Gaucher's Disease,
Molecular Genetics Type 1(230800);
Laboratory, Hospital for Sick | ~ Gaucher Disease, | )
. N Direct mutation
Children Perinatal Lethal T
Gaucher Disease (recurrent mutations) GBA (606463) Lavender Top (EDTA) | (WWW-sickkids.ca/PaediatricL | - (608013); Subacute | o ny
) / /Laborato pa 90% sensitivity;
ries-Services/Molecular- |  Gaucher's Disease
Genetics- (230900); Gaucher | Others 50-60%
Laboratory/index.html) Disease, Type liic
(231005)
Gaucher's Disease,
Type 1(230800);
Gaucher Disease,
) ) Perinatal Lethal
e EnCETS (608013); Subacute Sanger
GAUCHER DISEASE VIA THE GBAI/GBA GENE [479] 464 GBA (606463) Lavender Top (EDTA) | (www. i ics.co i ‘ 4Jan24
P
m) Gaucher's Disease

(230900); Gaucher
Disease, Type llic

(231005)




Molecular Genetics
Laboratory, Hospital for Sick
Children
(www.sickkids.ca/PaediatricL

Gene dosage for FGFR2, FGFR3 & TWIST FGFR2 (176943); FGFR3 (134934); TWISTL (601622) | Lavender Top (EDTa) [ o WECRE AR 0 | Craniosynostosis del/dupl
ries-Services/Molecular-
Genetics-
Laboratory/index.htmi)
Ocular genomics
Genetic Eye Disease Panel for Strabismus (Gedi-S) ROBO3, PHOX2A, HOXAL SALL4, CHNI TUBB3, | Lavender Top (EDTA)2'5 | o /ociooenomics mee St M=den
KIF21A, HOXBI c d E Sequencing
i-harvard.edu/index.php/gdt)
thrombotic
Molecular Otolaryngology & ':::;’;f::zar‘e':‘e;
CFH (134370), CFI (217030), MCP (120920), CFB Renal Research Laboratory, | #00Y 10 Next-
) (138470), CFHRS (608593), C3 (120700), THBD U. of lowa Carver College of SOl Generation
Genetic Renal Panel 1285 T A T i) B E o e || B TR (S Mo Hemolytic Uremic | - 21ee i 23-Mar-20
(173350); CFHR3-CFHR1 (605336/134371) (www.medicineluiowaledu/m [ maromeand MLPA
& Thrombotic
Thrombocytopenic
Purpura
Collect 10mL blood in
special ISI Gl Preservative
tube yielding special GI
plasma and separate in
refrigerated centrifuge as
Ghrelin 1465 soon as possible. Transfer | InterScience Institute EIAELISA 8-Dec-22
3-5mL immediately into
non-glass shipping vial.
Minimum specimen size is
1mL. Freeze specimen at -
20°C.
Molecular Genetics
Laboratory, Hospital for Sick
Lavender top (EDTA); Children
Store at RT or 4°Cfor up | (www.sickkids.ca/PaediatricL. )
GLA gene dosage 469 GLA (300644) v0.48 1 after drawing. | borataryMedime/Labarato | 22V Disease (301500) | mLpA
a°Cfor>ag h. ries-Services/Molecular-
Genetics-
Laboratory/index.htmi)
Molecular Genetics
Laboratory, Hospital for Sick
Lavender top (EDTA); Children
) Store at RT or 4°Cfor up | (www.sickkids.ca/PaediatricL. ) Sanger
GEABEne sequencing 469 GLA (300644) 1048 hafter drawing. At |aboratoryMedicine/Laborato | "2C7Y Disease (301500 | (o or g
4°Cfor>ag h. ries-Services/Molecular-
Genetics-
Laboratory/index.html)
Collection
Container/Tube: Lavender
top (EDTA)
Submission
Container/Tube: Plastic vial
Specimen Volume: 2 mL
Collection Instructions:
1. Fasting.
2. Prechill tube at 4
degrees C before drawing
the specimen.
3. Draw the prechilled | Mayo Clinical Laboratories
Glucagon, Plasma [GLP] 110 tube, and processas | (www.mayomedicallaborator RIA 17-Mar-20
follows: ies.com)
a. After drawing specimen,
chill tube in wet ice for 10
minutes.
b. Centrifuge in a
refrigerated centrifuge or
in chilled centrifuge cup.
¢. Immediately after
centrifugation, remove
plasma, place in a plastic
transport vial (Supply
T465), and freeze.
BC Children’s Hospital & BC Sanger
GLUCOSE TRANSPORTER(L‘;';%DEF'C'ENCV SYNDROME SLC2A1 (138140) Lavender Top (EDTA) | Women's Hosptal, Canada sequencing & 19-0ct-17
(tp: v genebe.ca) reflex MLPA
Prevention Genetics ) .
GLUCOSE-6: PHOSPT:/;T(E 6'1;”;23?;;2’:’;]55 DEFICIENCY VIA G6PD (305900) Lavender Top (EDTA) | (www.preventiongenetics.co Hig‘gg’;; :2;::\2’& se:";g;:ng 10-Jul-23
™ (300908)
NOT AVAILABLE:
Glutamate Receptor R1 Wash U, Mayo, 21-Apr-17
Oxford
GLUT1 Deficiency Syndrome (SLC2A1 Single Gene Test) 262 SLC2A1 (138140) Lavender Top (EDTA) [2 TGt M=den 28-Feb-20
tubes] (fulgentdiagnostis.com) Sequencing
) Serum. Red Top Only. Store | Mayo Clinical Laboratories BTttty
Glycine Receptor Alphal IgG, Cell Binding Assay, Serum [GLYCS] 938 frozen. Stable for 28 daysat | (www.mayomedicallaboratories.c 7-Mar-24

4°C and 28 days at -20°C.

om)

assay




AGL 610860 Glycogen Storage
ALDOA 103850 Disease Type Il
ALDOB 612724 (232400); Glycogen
ENO3 131370 Storage Disease Type
G6PC 613742 1A (232200); Glycogen
GAA 606800 Storage Disease Type Il
GBE1 607839 (232300); Glycogen
GYG1 603942 Storage Disease Type
GYS1138570 IV (232500); Glycogen
GYs2 138571 Storage Disease Type 0
LAMP2 309060 (240600); Glycogen Next
LDHA 150000 Storage Disease Type | X
Glycogen Storage Disease and Disorders of Glucose PZﬁf Ziﬁgs Prevention Genetics vsllg:gl: ll’)?s'e:slzc'roygpee" Sequencing
Metabolism Sequencing Panel with CNV Detection [10385] B PCK2 614095 LavenderTop (EDTA) | (www.preventiongenetics.co |, /355050 Gycogen | (NCS)2Nd GO
PFKM 610681 m Storage Disease Type SR
PGAM2 612931 Xa1 (306000); ;e:::‘z';:g"ii
PGM1 171900 Glycogen Storage
PHKA1 311870 Disease Type IX
PHKA2 300798 (261750); Glycogen
PHKB 172490 Storage Disease Type
PHKG2 172471 Xc (613027); Glycogen
PRKAG2 602743 Storage Disease Type
PYGL 613741 VI (232700); Glycogen
PYGM 608455 Storage Disease Type V
SLC16A1 600682 (232600); Glycogen
SLC2A2 138160 Storage Disease Type
<2704 602671 Ih 13279001 Ehurnasn
Prevention Genetics Glycogen Storage
GLYCOGEN STORAGE D'SE[::E;VPE I VIATHE AGL GENE 476 AGL (610680) Lavender Top (EDTA) | (www.preventiongenetics.co | Disease Type il (GSDIIl) se:";’i:ng 10-Jul-23
m) (232400)
GLYCOGEN STORAGE DISEASE TYPE IV VIA THE GBE1 GENE RreE o e aee Sanger
BB 476 GBE1 (607893) Lavender Top (EDTA) | (www.preventiongenetics.co |  Disease Type IV s 10-ul-23
m) (232500)
Goose Feather (e70) IgE, Serum 1419 Gold SST _ 7-0ct-19
Mayo Clinical Laboratories
Granulocyte Ab, Serum [LAGGT] 1836 Gold SST or Red Top | (www.mayomedicallaborator 22Mar-22
ies.com)
Mayo Clinical Laboratories Hyperoxaluria, Sanger
GRHPR Gene, Full Gene Analysis [GRHMS] GRHPR (604296) Lavender top (EDTA) | (www.mayomedicallaborator|  primary, type Il sequencing
ies.com) (296000) and. MLPA
3 ml serum (Red or Gold
Top) or EDTA plasma
should be collected and
Growth Hormone Releasing Hormone (GH-RH) I BESES InterScience Institute 19-Jan-23
possible. Freeze the
plasma immediately after
separation. Minimum
specimen size is 1 ml.
Haloperidol, Serum,/Plasma 115 Red Top or Li heparin (light | o aboratories Le-Ms 9-Sep-21
Green Top)
Molecular Genetics
Laboratory, Hospital for Sick
Children 1.EYAL gene
) ) (www.sickkids.ca/PaediatricL sequencing 2.
Hearing Loss: Branchio-Oto-Renal (BOR) Syndrome (115630) EYAL (601653) LavenderTop (EDTA) | b Er e oo Er—
ries-Services/Molecular- dossage
Genetics-
Laboratory/index.html)
Molecular Genetics
Laboratory, Hospital for Sick L am
Hearing Loss: Non-Syndromic (Connexin 26 & 30) GIB2 (121011); GJB6 (604418) Lavender Top (ETa) | (WWw:sickkids.ca/Paediatricl GIBG deletion
aboratoryMedicine/Laborato S by
ries-Services/Molecular- e walil
Genetics-
Laboratory/index.html)
HIT
1) RED TOP. 4 mL. Draw oy
blood into red-top Test (Serotonin
vacutainer and allow to Platelet Immunology Release Assay;
Heparin Induced Thrombocytopenia Testing [HIT] 116 clot. Centrifuge and Laboratory, McMaster SRA) $500; HIT 24-Aug-23
transfer serum to two University Screen test (Ani-
plastic tube. 2) Freeze PFSAZ/I(;;P?I‘:AELA)
promptly. Ship frozen s
Hereditary Angioedema Panel [55680] 1505 SERPING (606860); ANGPT1; F12; PLG Lavender Top (EDTA) Invitae (wwiw.invitae.com) "e”::i‘:;ya'?’l‘gz’l“g(‘)')’"“° Nef;‘::"z:z":;"“ 14-Nov-23
Prevention Genetics
HEREDITARY D'FFUSCEDE";SEEL‘CEC[';?;;R (A N 2 CDH1 (192090) Lavender Top (EDTA) 1www.prevenr:l;ngeneﬂcs.m 10u-23
N Sanger
Ervthrocytosis familal, | T
1(133100);
Mayo Clinical Laboratories E'V‘hmé"“”is‘ f)a'"ma“ Pa;;;f;o i
Hereditary Erythrocytosis Mutations [HEMP] 1582 EPOR (133171), VHIL (608537), EGLNL(PHD2) (606425, |\, o er Top (EDTA) | (www.mayomedicallaborator| 2 (263400k EGLNL: 20-0ct-20
EPAS1 (HIF2A) (603349) ) Erythrocytosis, familial,
ies.com) O TR, 606425, EPASL:
Erythrocytoss, familal, | 003349 AS
P reflex VHL:
608537
Hemochromatosis
Type 5 (615517);
Hyperferritinemia
Cataract Syndrome
(600886);
Hemochromatosis
FTH1 (134770); FTL (134790); HAMP (606464); HFE Prevention Genetics J:;isz::f::z;s Next-
HEREDITARY HEMOCHROMATOSIS PANEL [10243] 1655 (613609); HIV (608374); SLCA0AL (60463); TFR2 Lavender Top (EDTA) | (wunw.preventiongenetics.co | 0 RE0e M Generation 10-0ul-23
(604720) m) B sequencing

Hemochromatosis
Type 2B (613313);
Hemochromatosis
Type 3 (604250);
Hemochromatosis
Type 1(235200)




Telangiectasia,
hereditary
hemorrhagic, type 1
(187300) (OSLER-
RENDU-WEBER

) EPHB4, GDF2, RASAIENG (131195), ACVRLI (601284), Prevention Genetics PRSI ATECRERE)| S
Hereditary Hemorrhagic Telangiectasia (HTT) Panel [10131] 242 0 D) " | tavenderTop (EDTA) | (e eeneton com) . hereditary sequencing and 10-Sep-24
hemorrhagic, type 2 MLPA
(600376); Juvenile
polyposis/hereditary
hemorrhagic
telangiectasia
syndrome (175050)
Hereditary N 242 B — L Lavender Top (EDTA) Invitae (wwww invitae.com) 23-Jan-24
Blueprint Genetics NextGen
Hereditary Melanoma and Skin Cancer Panel [ON0501] 243 Lavender Top (EDTA) | http://blueprintgenetics.com sequencing 15-Dec-20
AARS, ATLL, ATP7A, BSCL2, DNAJB2,
DNM2, DNMTL, DYNCLH, EGR2, FAM1348, FGD4,
FIG4, GAN, GARS,
GDAPL, GJBL, GLA, HINTL, HSPBL, HSPBS, IGHMBP2,
IKBKAP, INF2,
Hereditary Neuropathy Sequencing & Del/Dup Panel [737] 656 AL, (T LIRS (G R R (2 Lavender Top (EDTA) GeneDx NGS 31-May-22
MTMR2, NDRGL,
NEFL, NGF, NTRKL, PLEKHGS, PMP22, PRPSL, PRX,
RAB7A, REEPL
(C20RF23), SBF2, SCN9A, SH3TC2, SLC12A6, SLC52A2,
SPTLCL, SPTLC?,
TFG, TRPV4, TTR, WNK1 (exon 10 only), YARS
ALDH18AL
ATLL
BSCL2
C10orf2 Molecular Genetics
HspD1 Laboratory, Hospital for Sick
KIAA0196 )
' ) ) ) KIFSA  Chidren Price of individual
Hereditary Spastic Paraplegia: Autosomal Dominant [HSP- 657 NIPAL Lavender Top (EDTA) 1WWW,SICkklds,‘C?/Paedlatr\CL NextGep genes: $500 (seq) + 21-Aug-19
Panel 1] aboratoryMedicine/Laborato Sequencing
POLG ! ’ 500 (del/dupl)
oLes rles-Sergzzz(?::lecu\ar-
zrfiz: Laboratory/index.htmi)
RTN2
SLC33AL
SETX
ALDFISAT
ALS2
AP4B1
APAEL
APAM1
APASL
APSZL
cloorf2
C120rf65
C190rf12
cvpauL Molecular Genetics
cvp7BL Laboratory, Hospital for Sick
) ) ) ) borip  Children Price of individual
Hereditary Spastic Paraplegia: Autosomal Recessive [HSP- . DDHD2 Lavender Top (EDTA) | (WWW-sickkids.ca/PacdiatricL NextGen | e ey s | 21019
Panel 2] ENTPD1 aboratoryMedicine/Laborato Sequencing
” ! 500 (del/dupl)
ERLINL ries-Services/Molecular-
ERLIN2 Genetics-
FAZH Laboratory/index.htm)
GBA2
Gic2
KIF1A
KIFic
NTSC2
PGAPL
PNPLAG
POLG
sacs
ot
ATDHIBAT
ATLL
BSCL2
Cloorf2
HsPD1
KIAA0196
KIFsA
NIPAL
POLG
POLG2
REEP1 Molecular Genetics
SPAST Laboratory, Hospital for Sick
' ) ) ) ) RTN2  Chidren Price of individual
Hereditary Spastic Paraplegia: Comprehensive Testing [HSP- o7 SLC33A1 Lavender Top (EDTA) | WWWsickkids ca/PacdiatricL NextGen | 0 (e s | 21010
comP] SETX aboratoryMedicine/Laborato sequencing | 550" un)
ALS2 ries-Services/Molecular-
AP4B1 Genetics-
APAEL Laboratory/index.htmi)
APAM1
APas1
APSZL
cloorf2
C12orf6s
C190rf12
cvpauL
cvp7B1
DDHD1
nnuny
Deletion &
Molecular Genetics Duplication
Laboratory, Hospital for Sick e
Children targeted
ditary Spastic Paraplegia: Deletion & D Analysis (wwow.sickkids.ca/Paediatricl microarray
[HSP-DOSAGE] 557 LavenderTop (EDTA) | | - oryMedicine/Laborato ZEueld
ries-Services/Molecular-
Genetics-
Laboratory/index.htmi)
CVR2B, CCDC39, CCDCAD, CFCL, DNAAFL, DNAAF2,
' DNAAF3, DNAH11, DNAHS, DNAIL, DNAI2, DNALL, Fulgent Genetics NextGen
Heterotaxy and Situs Inversus NGS Panel 385 FOXHL, GDFL, INVS, LEFTY2, NKX2-5, NMES, NODAL, | “2VenderToP@xamb) | o o ntdiagnostics.com) Sequencing

21c3




Histamine, Plasma [FHSPL]

117

Draw 3 mL blood in a
lavender-top (EDTA)
tube(s). Cool immediately
onice. Centrifuge at 1500
rpm for 10 minutes at 4
degrees C. The
centrifugation should be
performed within 20
minutes of collection.
Carefully remove 1 mL of
EDTA plasma from the
upper part of the tube.
Freeze and send frozen in
a plastic vial.

Mayo Clinical Laboratories
(www.mayomedicallaborator
ies.com)

EIA

1-May-24

Histamine, 24-Hour Urine [FH24U]

117

4 mL urine from a 24-hour
collection containing 10
mL 6N HCl; Altenate: No

presevative. Specimen
Stability:

Room temperature: 48
hours,
Refrigerated: 14 days,
Frozen: 14 days. Patient
should refrain from taking
allergy causing drugs,
antihistamines, oral
corticosteroids, and
substances which block H2

receptors for at least 24

hours prior to specimen

collection.

Mayo Clinical Laboratories
(www.mayomedicallaborator
ies.com)

carcinoid

Immunoassay

13-Jul-21

Histoplasma Serology

Gold SST

Alberta Provincial Laboratory

Histoplasma Antigen Quantitative EIA [310}

396

Serum: Collect serum
specimens in serum
separator or red top tube.
Allow blood to clot for 30
minutes, then centrifuge.
Pipette serum into a
plastic screw cap vial.
Plasma: Collect plasma
specimens in an EDTA,
heparin or sodium citrate
tube. Centrifuge for 15
minutes and pipette
plasma into a plastic screw
cap vial.
Urine/CSF/BAL/Other
Body Fluid: Submit urine,
CSF, BAL and all other
body fluids in a sterile
screw cap container.
STABILITY Room
Temperature: 2 weeks
Refrigerated: 2 weeks
Frozen: Indefinitely

MiraVista Diagnostics

Reserved for
Microbiology

8-Sep-22

Antibody by

396

Serum: Collect serum
specimens in serum
separator or red top tube.
Allow blood to clot for 30
minutes, then centrifuge.
Pipette serum into a
plastic screw cap vial.
STABILITY Refrigerated: 14
days
Frozen: 6 months

MiraVista Diagnostics

Reserved for
Microbiology

8-5ep-22

Histoplasma Antibody IgG, IgM, EIA [326]

396

Serum: Collect serum
specimens in serum
separator or red top tube.
Allow blood to clot for 30
minutes, then centrifuge.
Pipette serum into a
plastic screw cap vial.
CSF: Sterile transport
tube.STABILITY Room
Temperature: 14 days
Refrigerated: 14 days
Frozen: 14 days

MiraVista Diagnostics

Reserved for
Microbiology

8-Sep-22

Homocystinuria [1563]

987

CBS (613381)

Lavender top (EDTA)

Connective Tissue Gene
Tests (www.ctgt.net)

Homocystinuria, B6-
responsive and
nonresponsive types
(236200)

1.5anger
sequencing
2.HD array

HTRA1 DNA Sequencing Test (CARASIL) [442]

HTRAL (602194)

Lavender Top (EDTA)

Athena Diagnostics
(www.athenadiagnostics.com

)

CARASIL (600142)

Sanger
sequencing

8-hydrox acyclovir and 9-carboxymethy guanosine

1465

Serum. Red Top preferred
over gel.

Karolinska University
Hospital at Huddinge Clinical
Pharmacology Laboratory,
€2:69 SE-141 86 Stockholm

LC-MS/MS

8-Jan-22

Hydroxychloroguine, Serum [HCQ)

1689

Red Top ONLY. Store and
send serum at 4°C or
frozen (stable 28 d).

Mayo Clinical Laboratories
(www.mayomedicallaborator
ies.com)

LC-MS/MS

10-Jul-23

Hydroxychloroquine, Whole Blood [504814]

1689

LabCorp/Dynacare

Whole blood EDTA; Stable
15 days only at at 4°C.

LabCorp/Dynacare

LC-MS/MS

PREFERRED

5-Dec-02

Hyper IgE Syndrome Panel [10169]

1258

DOCKS (614443), SPINKS (605010), STAT3 (102582),
TYK2 (176941)

Lavender Top (EDTA)

Prevention Genetics
(www.preventiongenetics.co
m)

Hyper-IgE recurrent
infection syndrome
{147060); Hyper-IgE
recurrent infection

syndrome, autosomal

recessive (243700);
Netherton syndrome
(256500); Tyrosine
kinase 2 deficiency
(611521)

Exon Array

CGH, Next-gen

Sequencing

10-Jul-23




Hyperinsulinemic
Hypoglycemia, Familial

3 (602485); Maturity-
Prevention Genetics | Onset Diabetes Of The | ¢~
Hyperglycemia and Hypoglycemia via the GCK Gene [8427] GCK (138079) Lavender Top (EDTA) | (www.preventiongenetics.co |  Young, Type 2 —e 10ul-23
m) (125851); Permanent 4 =
Neonatal Diabetes
Mellitus (606176)
First trimester screen
Hyperglycosylated hCG Gold SST Quest Laboratories for Down syndrome
and trisomy 18
Familial
Hypercholesterolemia
(143890);
Hypercholesterolemia, Noxt
ABCA1 (600046), ABCGS (605459); ABCS (603076); e Autosomal Dominant, | N
. ) APOAT (107680); APOB (143890); APOC3 (107720); ) c Type B (144010); Family Member
Hyperlipidemia Panel Plus Analysis [CA1101 1533 ; i i | Lavender Top (EDTA) | http://blueprintgenetics. i DNA 16-Jun-17
perlipidemia Panel Plus Analysis [ ] APOE (107741); LDLR (144010); LDLRAP1 (81479); LPL avender Top (EDTA) P/ “ep"? BENEMCS.COM | | bercholesterolemia, seauoming s testing $450
(699708); PCSKS (603776) Autosomal Dominant, ge\/Du ‘T
3(603776); P
Hypercholesterolemia,
Autosomal Recessive
(603813)
Hypokalemic and Hyperkalemic Periodic Paralysis Disorders AIP (605555), AMMECRL (300195), CACNALS (114208), VNG Laboratories NoxtGen
(NextGen Sequencing Panel and Copy Number Analysis; 7 s91 CLCN1(118425), KCNJ2 (600681), SCN4A (603967), |  Lavender Top (EDTA) | (www.medicalneurogenetics. soononeim 9-May-20
Genes) [NGS332] SLC12A3 (600968). com)/Dynacare Ty
Hypomyelinating leukodystrophy 7 and 8 (4H syndrome, Fulgent Genetics NextGen Custom Panel;
964 POLR3A (614258); POLR3B (614366, Lavender Top (2 x 4 ml)
607694 and 614381) ( )i ( ) avender Top (2x4mb) | ¢ oo diagnostics.com) Sequencing | specific both genes
Prevention Genetics | Hypomyelination And
HYPOMYELINATION AND CONGENITAL CATARACT (HCC) VIA " ° ° B
T T A F VR EHEFh (eg) FAM126A (610531) Lavender Top (EDTA) | (www.preventiongenetics.co | Congenital Cataract Seqi';‘f‘eczng 10-Jul-23
m) (610532)
Adult
Hypophosphatasia
Prevention Geneti (146300); Childhood
Hypophosphatasia via the ALPL Gene [851] ALPL (171760) Lavender Top (EDTA) revention Bencties Hypophosphatasia 11-un-18
(Www.preventiongenetics.com) >
(241510); Infantile
Hypophosphatasia
(241500)
Gold ST or Red Top.
Specimen Stability - Synonymsanti-yrosine
1A-2 Antibody [37933] 35 Room temperature: 7 days| In-Common Laboraotories | phosphatase or anti-Iset ELISA 29-Aug-19
Refrigerated: 7 days antibody; ICA-512
Frozen: 30 days
2.0 mL Serum (Red Top or
SST) AND 2.0 mL Whol differentiat
1BD sgi Diagnostic [1800] 120 Blo)o ircoy /Taven :; Prometheus Biosciences ! e':‘l)‘aty:;"""g
Top Tube. Store at 4°C.
Collect
Plain Red. Also acceptable:
Green top. NO GEL. - ) .
Spee e oration | Mavo Clinical Laboratories | Optimize drug therapy
Ibuprofen (Motrin, Advil, Nuprin), serum [FIBUP] 5 & (www.mayomedicallaborator| and monitor patient HPLC-UV 20-Nov-17
Separate from cells. ‘
ies.com) adherence.
Transfer 1 mL serum or
plasma to plastic vial.
Store frozen.
o Mitogen Advanced
Idiopathic Ataxia anti MPP-1 1465 Gold SST or Red Top NELIAEITES 21-5ep23
Diagnostics
ADSL, ALDH7A1, ARHGEF9, ARX, ATP6AP2, ATRX,
CACNAIA, CACNATH, CACNB4, CASK, CASR, CDKLS, CHD2,
CHRNA2, CHRNA4, CHRNB2, CLCN2, CNTN2, CNTNAP2,
CPA6, CSTB, CUL4B, DCX, DEPDCS, DHFR, DNAJCS,
DYNCIHI, EFHC1, EPM2A, FGD1, FOXG1, GABRAI,
‘GABRB3, GABRD, GABRG2, GOSR2, GPC3, GRIA3, GRIN2A,
. . " . HSD17B10, KANSL1, KCNC1, KCNJ10, KCNMAL, KCNQ2, Fulgent Genetics
Idiopathic Generalized Epilepsy Panel 1031 o e e i ot e o e | (e TR || PR
MEF2C, NHLRCI, NIPA2, NRXN1, OFD1, OPHN1, PAK3,
PCDH19, PHF6, PIGA, PLP1, PQBP1, PRICKLEI, PRICKLE2,
PRRT2, RAB39B, ROGDI, SCARB2, SCN1A, SCNIB, SCN2A,
SCNSA, SCN9A, SLC2A1, SLC9A6, SMCIA, SRPX2, STXI1B,
STXBP1, SYN1, SYNGAPI, SYP, TBC1D24, TCF4, UBE3A,
ZEB2
Draw blood in a plain, red-
top tube(s). Spin down and | Mayo Clinical Laboratories
IGF Binding Protein-1 (IGFBP-1) [FIGBP] separate within one hour. | (www.mayomedicallaborator RIA 20-Nov-17
Ship 0.5 mL frozenina ies.com)
plastic vial.
Draw blood in a plain, red-
top tube(s). SST
mzpt:blz‘ss'e e | Mavo Clinical Laboratories
IGF-Il [FIGF2] 123 ptable. Sep: (www.mayomedicallaborator 30-Jul-20
within 1 hour of 4
) ies.com)
collection freeze
immediately
Alberta Precision To be accompanied
IL12RR1 (CD212) [IL12PATHWAY] 817 Heparin Laboratories (Flow by normal control | 14-Oct-20
Cytometry - Calgary) sample
Alberta Precision To be accompanied
INGgR12 (CD119) [ILFGPATHWAY] 817 Heparin Laboratories (Flow by normal control | 14-Oct-20
Cytometry - Calgary) sample
Jo-1, Mi2,
Mi2-a, Mi2B, MDAS,
NXP2, TIFLy PL7, PL12,
P 8 8! Ku, SRP, EJ, 0J, Ro52,
HMGCR, anti-NTSCL
A/Mupaa
Prevention Genetics
Inclusion body myopathy and autosomal recessive, ealrly " : Inclusion Body Sanger
g MYH? (160740 Lavender Top (EDTA) preventi tics. 104u-23
onset myopathy via the MYH2 gene [9837] ( ) avender Top (EDTA) | (www, preve""r"ge"e 150 | ‘Myopathy 3 (605637) |  sequencing
Insulin Antibodies [INSAB] 853 Gold SST or Red Top | _In Common Laboratories RIA 25-Aug23




Hyperinsulinemic
hypoglycemia familial 5
(609968); Insulin-resistant

diabetes mellitus AND
Insulin Receptor INSR (147670) cc (1-2 cc for children less d B NGS and CGH
com) |I syndrome
than lyear old) (246200); Pineal
hyperplasia AND diabetes
mellitus syndrome
(262190)
1GFMS: Liquid
Chromatograph
y-Mass
Spectrometry.
Insulin-Like Growth Factor 1 (IGF1), LC-MS and Insulin-Like Red Top. Split into 2 plastic | Mayo Clinical Laboratories (Lc-Ms)
Growth Factor-Binding Protein 3 (IGFBP3) Growth Panel 123 vials.Store and send serum | (www.mayomedicallaborator 1GFB3: Enzyme- Not M-R 27-Aug-23
[IGFGP] frozen. ies.com) Labeled
Chemiluminesce
nt
Immunometric
Assay
oiar ALO1 ALOTS M, LA AMER,
i Fulgent Genetics NextGen
Intellectual Disability NGS Panel 920 e e | Lavender Top@xamb) | SRS o 281107
NAAIG-NAGA, NN, YD, NDUFA NDUFATS NDUFS, NECRI NP1 AGHNGLY1
) 2, A NP O, AN, NP, RECE, NEHES, MR, NS, NS
NSUNANTNGIGCRL 7D, 0GT. PN ORCY.OTC, PAFAHIBI P PAK PAXE:
RS, T, PDELA, PO, PAL N, P81, X FOKI, PHFS, PP
;
R, PGB, AP, RESHAS, SACK SAVIID SATER, SN SCNBA SCNAA
e L S e e Y
SLCOAL SLCAAR SLOTA, LCOAA SLCO, L34, SMARCAS SMARCAA SMARCD!, SNETA,
S S S S s Tt
s i Sy
STt SYOKE Y Y, SV, TAFSToCHDaA TOCE Tok] TeEd, ToCR. TP, T
2210 AR EA AT N
o, TR, AL, 188, CoCH, Er2RS
Interferon Beta Neutralizing Antibodies In MS Patient Treated comsor Neuro-Immunology
With IFN [P91858] Laboratories (UBC)
Plasma from a lavender
top (EDTA) tube is the only
acceptable sample type.
Mix sample thoroughly.
Specimen Preparation:
Centrifuge at room temp
v within one half hour of ) ) )
1L-2 by Luminex [LIL2] 1523 > National Jewish Health Luminex 18-Mar-21
collection; preferably
immediately after
Venipuncture. Transfer the
cell-free plasma to a clean
tube and immediately
freeze the cell-free plasma
on dry ice or at -70°C.
Interstitial Lung Disease Antibody (ILD) Profile 1724 Gold SST or Red Top Mitogen Advanced LIA 21-5ep-23
Diagnostics
- ) ) ) iron refractory iron
Iron-refractory Iron Deficiency Anemia (TMPRSS6 Single Gene TR ) D — Fulgent Genetics P NextGen S
Test) (fulgentdiagnostics.com) Sequencing
(206200)
ITGAO - Single Gene Testing ITGAO (603963) Lavender Top (2x 4 mL) UBEETES Integrin alpha 9 NextGen 30-Apr-18
(fulgentdiagnostics.com) Sequencing
JAG1 Gene Sequencing & Del/Dup [1004] JAG1 (601920) Lavender Top (EDTA) | GeneDx (www.genedx.com) A'ag""flss‘:‘:grme 15-Sep-22
Cinncinatti Children's
Jaundice Chip Lavender Top (EDTA) H“’z‘:ﬂ'g‘z;‘;‘z;ix’““ multiple genes gene chip
Laboratories)
HIT (608894)
ARLI3B (608922)
BIDI (614144)
BID2 (611951)
CSorfi2 (614571)
CC2D2A (612013)
CEP290 (610142)
CEPA1 (610523)
INPPSE (613037)
KIF7 (611254)
MKS! (609883)
NPHPI (607100 " 7
JOUBERT AND MECKEL-GRUBER SYNDROMES NEXTGEN - NPHP3 ((sosooz)) T (5 ‘ww::z’r:(e':giz::;w NextGen SE)
SEQUENCING (NGS) PANEL [10387] OFDI (300170) Sequencing
RPGRIPIL (610937) ™
TCTNI (609863)
TCTN2 (613846)
TCTN3 (613847)
TMEMI38 (614459)
TMEM216 (613277)
TMEM231 (614949)
TMEM237 (614423)
TMEMG67 (609884)
TTC21B (612014)
ZNF423 (604557)
Tier 1: Sanger
Juvenile Polyposis Syndrome (610069 and 174900) [536] BMPR1A (601299); SMAD4 (600993) Lavender Top (EDTA) | GeneDx (www.genedx.com) Sequencing, 15-Sep-22
Exon Array CGH
Juvenile Polyposis Syndrome (610069 and 174900) [537] BMPR1A (601299) Lavender Top (EDTA) | GeneDx (www.genedx.com) se;:fe' nlc‘ing 15-Sep-22
Juvenile Polyposis Syndrome (610069 and 174900) [538] BMPRI1A (601299); SMADA4 (600993) Lavender Top (EDTA) | GeneDx (www.genedx.com) T:'r:“’ EZ‘L" 15-Sep-22
MNG Laboratories Episodic
KCNAL Full Gene Sequencing Analysis [MOL0G4] KCNA1 (176260) Lavender Top (EDTA) | (www. i 9-May-20
com)/Dynacare syndrome




ACE, AGT, AGTR1, ANOSI, BMP4, BMP7, CDCSL,
CHDIL, DSTYK, EYAI, FGF20, FGFR2, FRAS1, FREMI,

Kidney Dysplasia NGS Panel 15 FREM2, GATA3, GLI3, GRIPI, HNF1B, HOXAI3, HOXA4, | - Lavender Top (EDTA) [2 Fulgent Genetics NextGen .
HOXB6, HPSE2, ITGAS8, LRP4, MUC1, MYH9, NIPBL, tubes] (fulgentdiagnostics.com) Sequencing
PAX2, REN, RET, ROBO2, SALLI, SIXI, SIX2, SIX5,
SOX17. TRAP1. UMOD. UPK3A. WNT4
) ) Fulgent Genetics Systemic mastocytoss | NextGen Januray 30,
KIT Single Gene 1537 cKit (164920) Lavender Top (2xaml) | o8 o e sequencing A
Prevention Genetics Galactosylceramide »
KRABBE DISEASE VIA THE GALC GENE [7883] GALC (606890) Lavender Top (EDTA) | (ww i ics.co | Beta NGS E”ZV'"e:;”"'w | 104uk23
m) Deficiency (245200)
L1CAM (fetal sexing) L1CAM (308840) Gold SST Laboratoire Cerba (www.lab-
cerba.com)
YLinked
Hydrocephalus
Syndrome (307000); LG
) Spastic Paraplegia 1 | “0uencingand
L1CAM Gene Sequencing & Del/Dup [552] L1CAM (308840) Lavender Top (EDTA) | GeneDx (wwwgened.com) | 00 iR RE Y acGH 2. 15-Sep-22
Callosum, Partial o)
s e || T
(304100)
Mayo Clinical Laboratories
Lacosamide, Serum [LACO] 1572 REDOR 62:;10;0?‘ Storenwivimayomedicallaborator: HPLC-MS 28-Jun-18
ies.com)
Charcot-Marie-Tooth
Disease Type 281
(605588); Limb-Girdle
Muscular Dystrophy,
Type 1B (159001);
Lipodystrophy, Familial
Partial, Dunnigan Type
) ) (151660); Dilated
Prevention Genetics N sanger
LAMINOPATHIES VIA THE LMINA GENE [347] LMNA (150330) Lavender Top (EDTA) | (www.preventiongenetics.co ) 10-0ul-23
s (115200); Emery- | sequencing
Dreifuss Muscular
Dystrophy, Autosomal
Dorinan (151350)t;
Restrictive
Dermopathy, Lethal
(275210); Hutchinson-
Gilford Syndrome
(176670)
AIFM1 (300169); ALDHSAL (610045); ARX (300382);
BCSIL (603647); C120rf65 (613541); COAS (613920);
COX10 (602125); COX14 (614478); COXIS (603646);
COX6B1 (124089); CPT2 (600650); DLAT (608770); DLD
(238331); ETHET (608451); FARS2 (611592); FASTKD2
(612322); FOXRED1. (613622); GCDH (608801); KCNQ2
(602235); LIAS (607031); LRPPRC (607544); MTFMT
(611766); MUT (609058); NDUFAI (300078); NDUFA10
(603835); NDUFA11 (612638); NDUFA12 (614530);
NDUFA2 (602137); NDUFAS (603834); NDUFAF1
(606934); NDUFAF2 (609653); NDUFAF3 (612911);
NDUFAF4 (611776); NDUFAFS (612360); NDUFAF6 NPT
" . (612392); NDUFB3 (603839); NDUFS1 (157655); MNG Laboratories "
= d‘;Zsuee::ﬁ‘;e;i};:ﬁi;y;:;:;f; gs?;f]e n DNA NDUFS2 (602985); NDUFS3 (603846); NDUFS4 Lavender Top (EDTA) | (www.medicalneurogenetics. sy‘::iorg:';( L::‘gkhe | S::::z’:\g 9-May-20
(602694); NDUFS6 (603848); NDUFS7 (601825); com)/Dynacare s
NDUFS8 (602141); NDUFV1 (161015); NDUFV2
(600532); NDUFV3 (602184); NUBPL (613621); PC
(608786); PDHAI (300502); PDHA2 (179061); PDHB
(179060); PDHX (608769); PDP1 (605993); PDSS2
(610564); PNPTL (610316); POLG (174763); RANBP2
(601181); SCO1 (603644); SCO2 (604272); SCP2
(184755); SDHA (600857); SDHAF1 (612848); SERAC1
(614725); SLC19A3 (606152); SLC25A19 (606521);
SUCLA2 (603921); SUCLG1 (611224); SUOX (606887);
SURFI (185620); TACO1 (612958); TLR3 (603002); TPKL
(606370); TTC19 (613814); UQCRB (191330); UQCRQ
(612080)
Draw blood in a plain, red-
top tube(s). (Serum gel
tube is acceptable) | Mayo Clinical Laboratories
Leptin [FLEP] 1465 Separate and freeze within | (www.mayomedicallaborator ELISA 12-4un-20
one hour. Send 1 mL of ies.com)
serum frozen in a plastic
vial. Store frozen.
) Na heparin tube. Store | Hematologics, Inc. 3161
el ence :C;::g?;gg;ylpmg (FBIEmE 1465 andsend atRT.Send | Elliot Ave. Suite 200, Seattle Flow cytometry 23-Jun-20
immediately overnight. | WA 98121 1800-860-0934
Leukemia, Philadelphia chromosome-positve,resistant to T Lavender Top (EpTa) | Uriversity Health Network
imatinib (Toronto General Hospital)
Preferred: 24-hour urine
collection
Container/Tube: Plastic, 5-
mL tube (T465)
Specimen Volume: 5 mL
Collection Instructions: | Mayo Clinical Laboratories Rondom test
Leukotriene E4, 24 Hour, Urine [TLTE4] 1465 (www.mayomedicallaborator Le-Ms/Ms " 23124
available RLTE

1. Collect urine for 24 ies.com)

hours.No preservative.

2. Refrigerate specimen
during collection, aliquot 5
mL of urine into plastic
tube, and send specimen
refrigerated. Store frozen
(30 days).




ANOS (608662); CAPN3 (114240); CAV3 (6012530; DES
(125660); DNAJB6 (611332); DYSF (603009); FKRP
(606596); GMPPB (615320); ISPD (614631); LIMS2

Muscular dystrophy-
dystroglycanopathy
(limb-girdle), type C, 5
(607155); Limb-Girdle
Muscular Dystrophy,
Type 2H
(254110);Limb-Girdle
Muscular Dystrophy,
Type 26
(601954);Limb-Girdle
Muscular Dystrophy,
Type 2C (253700);
Limb-Girdle Muscular

Prevention Genetics NextGen
(607908); LMNA (150330); MYOT (604103); PNPLA2 | Lavender Top (EDTA) [2 " * Dystrophy, Type 2F ° . :
LIMB GIRDLE MUSCULAR DYSTROPHY PANEL [10401] 911 (), G ), G TR e o, (www preventiongenetics.co | W OXN WP} | Sequencing (24 | - Clinge 10 MNG 10-Jul-23
(601411); SGCG (608896); SMCDH1 (614982); TCAP m Muscular Dystrophy, genes)
(604488); TNOP3 (610032); TOR1AIP1 (614512); Type 2E (604286);
TRAPPCL1 (614138); TRIM32 (602290); TTN (188840) Limb-Girdle Muscular
Dystrophy, Type 2D
(608099); Limb-Girdle
Muscular Dystrophy,
Type 28 (253601);
Limb-Girdle Muscular
Dystrophy, Type 2A
(253600); Limb-Girdle
Muscular Dystrophy,
Type 21 (608807) ;
Limb.Girdla Mucruilar
Limb-Girdle Muscular
Dystrophy, Type 28
Prevention Genetics (253601); Miyoshi
LB GRDLEMUSCULARDISUGRI TPE B DM | — v o TR | o | Moz o3
m) Myopathy, Distal, With
Anterior Tibial Onset
(606768)
ABCD1 (300371); ABCDZ (601081); ACAAT (604054);
ACAA2 (604770); ACACA (200350); ACACB (601557);
ACAD10 (611181); ACAD11 (614288); ACAD9 (611103);
ACADL (609576); ACADM (607008); ACADS (606885);
ACADSB (600301); ACADVL (609575); ACATL (607809);
ACAT2 (100678); ACLY (108728); ACOT1 (614313);
ACOT12 (614315); ACOT2 (609972); ACOT4 (614314);
ACOT6 (614267); ACOT7 (602587); ACOTS (608123);
ACOTS (300862); ACOX1 (609751); ACOX2 (601641);
ACOX3 (603402); ACP6 (611471); ACSBG1 (614362);
ACSBG2 (614363); ACSF2 (610465); ACSF3 (614245);
ACSL1 (152425); ACSL3 (602371); ACSL4 (300157);
ACSLS (605677); ACSL6 (604443); ACSM1 (614357); )
- ' - ) MNG Laboratories
Lipid Metabolism Deficiency NGS Sequencing Panel (71 genes) ACSM2A (614358); ACSM28 (614359); ACSM3 T ([ | NextGen e
+Del/Dup + mtDNA [NGS303] (145505); ACSM4 (614360); ACSMS5 (614361); ACSS1 Sequencing
(614355); ACSS2 (605832); ADHFE1 (611083); ALDH3A2 oy EeEe
(609523); BAAT (602938); BBOX1 (603312); BDH1
(603063); BTD (602019); CHKB (612395); CPT1A
(600528); CPT1B (601987); CPTLC (608846); CPT2
(600650); CRAT (600184); CROT (606090); CYP4AL1
(601310); DECR1 (222745); DHRS1 (610410); ECHS1
(602292); ECI1 (600305); ECI2 (608024); EHHADH
(607037); ELOVL1 (611813); ELOVL2 (611814); ELOVL3
(611815); ELOVL4 (605512); ELOVLS (611805); ELOVLG
(611546); ELOVL7 (614451); FAAH2 (300654); FABP1
(134650); FABP2 (134640); FABP3 (134651); FABP4
(600434); FABPS (605168); FABP6 (600422); FABP7
(6070, EANGA (6061421, EANG) [6N&1AQ). EANCA
AGPAT2 (603100), AKT2 (164731), BSCL2 (606158),
CAV1 (601047), CIDEC (612210), LMNA (150330), ERR—— —
Lipodystrophy PPARG (601487), PTRF (603198), TBCLD4 (612465), | LavenderTop(2xamt) | o (8 P00 ——
ZMPSTE24 (606480)
ACTB, ACTGL, ARX, DCX, FKRP, FKTN, LARGE, —— NextGen
Lissencephaly NGS Panel PAFAH1B1, POMGNTL, POMTL, POMT2, RELN, Lavender Top (2xaml) | 0 b icscom) ———
TUBAIA, VLDLR
Na heparin tube. Store Alberta Precision
LRBA 1248 and send at RT. Send Laboratories (Flow Flow cytometry 1-Jun-21
immediately overnight. Cytometry - Calgary)
’ Serum (Gold SST or Red BC Neuroimmunolo For AcR and MUSK
LRP4 Autoantibody Test 8 Top). Store at -20°C (beneuro.ca) e negative subjects = SR
Red Top or Lavender Top
Lurasidone [25435P] 1688 only. Store and send NMS Laboratories LC-MS/MS 17-Mar-22
serum/plasma frozen.
Prevention Genetics Lymphedema-
LYMPHEDEMA-DISTICHIASIS SYNDROME VIATHE FOXC2 FOXC2 [602402] Lavender top (EDTA) | (www.preventiongenetics.co | Distichiasis Syndrome NGS 10-Jul-23
GENE [8941]
m) (153400)
ADAMTSLZ (6T2277), AGA (613228), ANTXRZ (60804T);
ARSA (607574), ARSB (611542), ASAHI (613468),
ATPI3A2 (610513), ATP7A (300011), ATP7B (606882),
CERSI (606919), CLN3 (607042), CLNS5 (608102), CLN6
(606725), CLN8 (607837), COL11A2 (120290), COL2A1
(120140), CTNS (606272), CTSA (613111), CTSC (602365),
CTSD (116840), CTSF (603539), CTSK (601105), DHCR7
(602858), DNAJCS (611203), DYM (607461), FUCAI
(612280), GAA (606800), GALC (606890), GALNS
(612222), GBA (606463), GLA (300644), GLBI (611458),
e GM2A (613109), GNE (603824), GNPTAB (607840), MNG Laboratories Next
Number Analysis; 72 Genes) [NGS313] 474 GNPTG (607838), GNS (607664), GPC3 (300037), GRN Lavender Top (EDTA) | (www.medicalneurogenetics. Genera(lon» 9-May-20
g (138945), GUSB (611499), HEXA (606869), HEXB com)/Dynacare DNA Sequencing
(606873), HGSNAT (610453), HRAS (190020), HYAL1
(607071), IDS (300823), IDUA (252800), KCTD7 (611725),
KDMS6A (300128), MLL2 (602113), LAMP2 (309060), LIPA
(613497), LMBRDI (612625), LYST (606897), MAN2B1
(609458), MANBA (609489), MCOLN1 (605248), MFSD8
(611124), NAGA (104170), NAGLU (609701), NEUI
(608272), NPC1 (607623), NPC2 (601015), PPT1 (600722),
PSAP (176801), RAI (607642), SGSH (605270), SLC17AS
(604322), SMPDI1 (607608), SUMF1 (607939), TCF4
L&m272 oD r6170001
Mayo Clinical Laboratories -
Lysozyme (Muramidase), Plasma [MURA] 1465 Lavender Top (EDTA) | (www.mayomedicallaborator > 15-Jan-24
jes.com) etric
) ) . ) - NextGen
Malignant Hyperthermia Suscpetibility Panel [03285] 632 CACNALS (114208), RYR1 (180901), STAC3 Invitae (www.invitae.com) E———. 10ul-23
) Mannose-binding Next
- o Fulgent Genetics ose o ’
Mannose-Binding Lectin Deficiency NGS Test MBL2 (154545) Lavender Top (@ xaml) | E eicecom) | Protemdeficiency | Generation 23-0ct-17
(614372) DNA Sequencing
Prevention Genetics
MARFAN SYNDROME AND RELATED AORTOPATHIES PANEL T T () | e e NextGen E
[1212] Sequencing

m)




ACTA2, CBS, COL3A1, COL5A1, COL5A2, FBN1, FBN2,

Marfan Syndrome and Thoracic Aortic Aneurysm and FLNA, MED12, MYH11, MYLK, NOTCH, PLOD1, PRKGL, Fulgent Genetics Marfan syndrome, NextGen
e’ 279 Lavender Top (2 x 4 mL) ntGene ' 17-Feb-19
Dissection NGS Panel SKI, SLC2A10, SMAD3, SMAD4, TGFB2, TGFB3, TGFBRL, (fulgentdiagnostics.com) type | (154700) Sequencing
TGFBR2 (22 genes )
Prevention Genetics
MARINESCO-SJOGREN SYNDROME VIA THE SIL1 GENE " ° Marinesco-Sj
e SIL1 (608005) Lavender Top (EDTA) 1www,prevenr:;\ngeneucs,cu sys;’f":::( zfggg) NGS 10/1ul/23
Meckel Syndrome,
Type 8 (613885);
Meckel Syndrome,
Type 6 (312284);
Meckel Syndrome,
University of Chicago Typel (249000);
AN AT ORI Genetic Services Meckel Syndrome, Sanger
Meckel-Gruber syndrome Sequencing Panel RPGRIPIL (610937); TCTN (613846)2; TMEM67 (609884); Lavender Top (EDTA) N U ’ 8 "
R, Laboratories Type 4 (611134); sequencing
ing.uchicago.edu) Meckel 3
Type 3 (607361);
Meckel Syndrome,
Type 5 (611561);
Meckel syndrome 2
(603194)
Alberta Children's hospital
MECP2 Analysis MECP2 (300005) Lavender Top (EDTA) 2-5 cc | http://www.medicalgenetics.ca/m | Rett's disorder (312750) | Sanger sequencing 4-May-17
lecular.html|
Familial Juvenile
o e
Medullary Cystic Kidney Disease type 2 and Familial Juvenile Prevention Genetics J:E;‘r’:‘:tr:‘"c
Hyperuricemic Nephropathy type 1 via the UMOD Gene UMOD (191845) Lavender Top (EDTA) | (www.preventiongenetics.co (16200“0)_ ,;e du‘:lzw NGS 10-Jul-23
8209 i
8209) ™) Cystic Kidney Disease
2(603860)
ACADM 607008
ACADVL 609575
ACAT1 607809 Sy Mgt Con Ly
<y 0
ACSF3 614245 At i Acibea AR
AGL 610860 [ —
ALDOB 612724 ot Danis i T
CASA 114761 ot Bkt S AR2710
DGUOK 601465 rmer Dt Deteoey AR
T
ETFA 608053 Cuconeta A 2000
1B 130410 m et D v AR
ETFDH 231675
FBP1 611570
Gope 613742 Prevention Genetics
o
) ) ) GALT 606999 ) ° o S e T A NextG
Metabolic Hypoglycemia Sequencing Panel [10365] 1517 Lavender Top (EDTA) | (www.preventiongenetics.co | e Daese T At extoen 10-Jul-23
GK 300474 s SsDucse et | S€QUENCing
6Y52138571 m om
HADH 601609
HMGCL 613898
HMGCS2 600234
MLYCD 606761 R
MPV17 137960 o wa
NNT 607878 7 AbaR el
OXCT1 601424 et ol AR 2GR
C 08786 e
PCKI 614168 P
PCK2 614095 ety A 25050
PGM1 171900
ouva? 300702
Lavender Ton onl. S Mayo Clinical Laboratories
Metformin, Plasma [FMETN] 1982 D da;’s'c | (www.mayomedicallaborator HPLC-TMS 18-Apr-24
: : ies.com)
AKT3, ANKLE2, ARFGEF2, ASPM, ATR, ATRIP, BUB1B,
CASK, CDKSRAP2, CDK6, CENPE, CENPF, CENP, CEP135,
CEP152, CEP63, CKAP2L, COX7B, CRIPT, DIAPHL,
DNMAL, EFTUD2, HMGB3, IER3IP1, KATNBL, KIF11,
KNLL, LIG4, MCPH1, MED17, MFSD2A, MIR17HG,
MRE11, MSMO1, MYCN, NBN, NDE1, NHEJ1, NIN Fulgent Genetics NextGen
Microcephaly NGS Panel 350 2 iy e g Lavender Top (EDTA 23-0ct-17
crocephaly ane NR2EL, PAFAH1BL, PCLO, PCNT, PHCL, PLEKHG2, PLka, | 2VenderTop (EDTA) (fulgentdiagnostics.com) Sequencing
PNKP, POMT1, PPP1R15B, PQBP1, QARS, RARS2,
RBBPS, RTTN, SASS6, SLC1A4, SLC25A19, SLCIAG,
SPATAS, STAMBP, STIL, THOC6, TRMT10A, TSEN2,
TSEN34, TSENS4, TUBB2B, TUBGCP4, TUBGCPS, VRK1,
WDR62, WDR73, XRCC4, ZEB2, ZNF335 ( 75 genes )
Blueprint Genetics Next-
Migraine Panel [NE1201] 581 Lavender Top (EDTA) | http://blueprintgenetics.com Generation 21-Aug-20
/ sequencing
Na heparin tube. Store |  Hematologics, Inc. 3161
Minimal Residual Disease Testing (MRD) T cell [2002] 1084 and send at RT. Send | Elliot Ave. Suite 200, Seattle Flow cytometry 10u-23
immediately overnight. | WA 98121 1800-860-0934
For Friday samples
- S ) ) Flow Cytometry Laboratory. | email Ben Hedley with
Minimal Residual Disease Testing for Acute Lymphoblasti EDTA Whole Blood. K ) ) .
e e YmPROvastic 1084 oo tomoratre. | London Health Sciences D information & | Flow cytometry 4-Aug-20
& . Centre. location where sample
is being sent.
- Price can vary b
Na heparin tube. Store ry by
Johns Hopkins Medical fmarkers; 9-
Minimal Residual Disease Testing (MRD) T-ALL 1084 and send at RT. Send ol "SLBZ;;:;H; ica Flow cytometry m;?b,:;f;:e:a‘;::;&? 14-Nov-23
immediately overnight. here
- Price can vary b
Na heparin tube. Store ry by
Johns Hopkins Medical fmarkers; 9-
Minimal Residual Disease Testing (MRD) PreB-ALL 1084 and send at RT. Send © "SLBZ:r;:;riei ca Flow cytometry “‘;:‘Exg’;ﬂ:z&g 28-Nov-23
immediately overnight. here
N . Baylor Genetics. 2450
Ssl:"lg‘bl';’;la“ls [;210]' HOLCOMBE BLVD.
Mitochondrial Respiratory Chain Enzyme Analysis (ETC) 1269 2 g 0]-31 p 0““ ¢ S“°psyt GRAND BLVD. RECEIVING Spectrophotometric 3-Oct-23
i T o
N HOUSTON. TX 77021-2024
Molecular Otolaryngology &
Renal Research Laboratory, | Hemolytic uremic
) U. of lowa Carver College of drome, atypical,
MLPA (screen for deletions of CFHR1-CFHR3) CFHR1 (134371); CFHR3 (605336) Lavender Top (EDTA) CUIFTEIGINGE CEIEEE0T |- SIS, I MLPA 31-0ct-17
Medicine susceptibility to
(www.medicine.uiowa.edu/m (235400)
orl)
Mold Mix 1 1465 serum 'GuT'j;ST orRed | 1 common Laboratories 12-Mar-20
Mold Mix 2 1465 Serum ‘G:IZPS)ST D || e 12-Mar-20
ABCCS, AKT2, BLK, CEL, CISD2, CP, EIF2AK3, FOXP3,
GATA6, GCK, GLIS3, GLUD1, HADH, HNF1A, HNF18, Fulgent Genetics NextGen
MODY Neonatal Diabetes NGS Panel 481 HNF4A, [ER3IPL, INS, INSR, KCNJ11, KLF11, NEUROD1, | Lavender Top (2 x 4 mL) e ! 13-May-19
(fulgentdiagnostics.com) Sequencing

NEUROGS3, PAX4, PDX1, PTF1A, RFX6, SLC2A2, WFS1,
ZFP57 (30 genes )




- ) Lissencephaly, X-linked
University of Chi
conateseruces | Kz2ooeisticorcslh| B CTVECH
Molecular Testing for Lissencephaly DCX (300121) Lavender Top (EDTA) ’ laminal heteropia, X- o
Laboratories ) ' sequencing
Dorator link (300067); testing
(dnatesting.uchicago.edu) "
for a known mutation
Nationwide Children's Hospital.
. . ‘Whole Blood (EDTA or Na Laboratory Services Room
Rluncsvielyicl a"bd TF)I'W,](I,]"w'fim"‘gr:;ﬁ'g;mm Qi 1465 heparin). Keep at RT, Stable | C1955. Diagnostic immunology 29-Aug-24
Y Flow Cytometry for 72 hat RT. Lab, Colombus, OH. 1800-934-
6575
ACPS ADAZ ADAR AICDA AIRE AF3BI BLOCIS6 BTRCASPI0 CASPS
CD27 CD40LG CR2 CTLA4 CYBA CYBBDOCKS FADD FAS FASLG FO
XP3 1COS IFIHI ILIOILIORA ILIORB IL21 IL21R IL2RA ITCH ITK LRBA
LYSTMAGTI NCF2 NCF4 NFATS NFKB2 NFKBIA ORATIPIKACD PIK3
RI PLCG2 PNP PRFI PRKCD RAB27A RAC2REXS REXANK RFXAP R |  Lavender Top (EDTA) [2 ) . NextG
Monogenic Autoimmunity Panel [08150] 817 A TR || o Ert :p( L Invitae (www.invitae.com) 5 extaen 10-Jul-23
[ TATI STAT3 STATSB STIMI STX11 STXBP2TBX1 TMEM173 TNFRSF1 U ES] S
3B TNFRSF13C TNFSF12 TPP2 TREX1 UNC13DUNG WAS XIAP
XIAP X-linked
Iymphoproliferative
syndrome 2; ZAP70 Severe
combined immunodeficiency,
Omenn syndrome; WAS
‘Wiskott-Aldrich syndrome;
TTCTA Gastrointestinal
defects and
immunodeficiency (GIDID)
syndrome; STXBP2 Familial
hemophagocytic
Iymphohistiocytosis type 5;
STIM1 STIM1 deficiency:
ADA, ADAM17, AICDA, BT, CD3G, CD40LG, CTLA4, STAT3 IPEX-like syndrome;
CYBA, CYBB, DCLRELC, DKCL, DOCKS, FOXP3, G6PC3, B i
1COS, IL10, IL10RA, IL10RB, IL21, IL2RA, IL2RG, ITGB2, i BT Next-
M ic Infl tory Bowel Disease Panel (Invit: e g o g . ! ) . iscase type 1b; g .
A e ”%B:‘;";] isease Panel (Invitae) 1151 LIG4, LRBA, MEFV, MVK, NCF2, NCF4, NFATS, NLRC4, |  Lavender Top (EDTA) | Invitae (www.invitae.com) | linked lymphoproliferative | Generation 10-Jul-23
PIK3CD, PIK3R1, PLCG2, RAG1, RAG2, RTEL1, SH2D1A, D‘Y’:‘mm 1 L sequencing
yskeratosis congenita;
SLC37A4, STATL, STAT3, STIML, STXBP2, TTC7A, WAS, T
XIAP, ZAP70 immunodeficiency, Omenn
syndrome; RAG Severe
combined immunodeficiency,
‘Omenn syndrome; PLCG2
Familial cold
autoinflammatory syndrome;
3R1
Agammaglobulinemia;
PIK3CD Activated PI3K-
delta; PIK3CD Activated
PI3K-delta; NLRC4 NLRC4
defect; NFATS NFATS
haploinsufficiency; NCF4
Cheonic
NOTE: test sensitivity
Gold SST. SERUM ONLY. e t——-
Centrifuge and transfer ) ccificity.. Orderable
BC Ni I i ¥ ;
Muscle Specific Tyrosine Kinase Antibodics (MuSK Ab) [P91022] 43 serum to plastic container. f:::‘;':‘)‘:: oY myasthenia gravis SPR ) Nzl 18-Apr-24
Store at -20°C. Transport i due to low specificity
frozen. as SECOND LINE
test.
Myelin Basic Protein [663] 1465 CSF. Store frozen. Quest Laboratories RIA 23Jul24
Specimen Stability : Room The pesence of myelin
temperature: 7 days. basic protein in the
Refrigerated: 14 days. spinal fluid is
Frozen: 21 days supportive evidence
for the diagnosis of
multiple sclerosis and
other demyelinating
diseases, although it is
a non-specific finding
and present in other
causes of damage to
CNS myelin.
Next $890 full panel; <2
Molecular Geneti fusions $350
Myeloid NGS Screen 1395 Lavender Top (EDTA) olecular Genetics Comn || RSB 28-0ct-21
Laboratory - LHSC | “eachifordered
DNA Sequencing
separately
ADAMTS13
ANKRD26
cves
GATAL
GP1BA Prevention Genetics Next
: GP18B " ° Generati MYH9 NOT
Thrombocytopenia Panel [10307] 1076 opo Lavender Top (EDTA) 1www,prevenr:?ngeneucs,cu e':;;;“’" vallstle ot HVIR 10-Jul-23
MASTL Sequencing
mPL
MYHg
RUNXL
WAS
ACAD9, ACADL, ACADM, ACADVL, AGL, C100RF2,
) CPTLB, CPT2, GAA, GYS1, HADHA, HADHB, OPAL, OPA3, Fulgent Genetics NextGen
Myopathy-Rhabdomyol Lavender Top (EDTA Nt oene y
yopathy-Rhabdomyolysis PFKM, PGAM2, PGM1, PHKAL, POLG, POLG2, RRM2B, EREEITED (Y (fulgentdiagnostics.com) Sequencing
SUCLA2, TK2, TYMP
Congenital Myotonia,
) ) Autosomal Dominant
Prevention Genetics Form (160800)
Myotonia Congenita via the CLCN1 Gene [11179] 607 CLCN1 (118425) Lavender Top (EDTA) | (www.preventiongenetics.co | A NGS 10-4ul-23
- Myotonia Congenita
Autosomal Recessive
(255700)
Myotonic Dystrophy 2 (ZNF/CNBP) Genetic Testing (Repeat 607 CNBP (ZNF9) (116955) Lavender Top (EDTA) MNG Laboratories Repeat-primed 25-un-20
Expansion ) [MOL303] (www.medicalneurogenetics. PCR (QP-PCR)
com)/Dynacare




Collection Instructions:
Collect 24-hour urine with
no preservatives. Total
volume required. Record
on both the specimen
container and the request
form. Urine Preservative

Collection Options: Note: - ) (gl
oo Mayo Clinical Laboratories Chromatograph
N-Methylhistamine, 24 Hour, Urine [NMH24] 17 ; e i ator y y-Tandem Mass 23ul-24
preservative or application §
ies.com) Spectrometry
of temperature controls (LC-MS/MS)
must occur within 4 hours
of completion of the
collection: 6N HCI, 50%
Acetic Acid, Na(2)CO(3),
Toluene, 6N HNO(3), Boric
Acid, Thymol. Store
frozen. Stable 14 days.
Collection tube
requirement : Call
laboratory to obtain
appropriate sample
collection containers. Each
sample collection set Dystonia, dopamine
consists of 5 numbered responsive | DRD |
centrifuge tubes in a small GCH1 | Dystonia, dopa
plastic bag. Tube #3 responsive, due to
contains antioxidants sepiapterin reductase
necessary to protect the deficiency | SPR |
sample from oxidation. Hyperphenylalaninemia
Ovne set of tu.bes is MNG Laboratories , BH4 deficient, B |
Neopterin/Tetrahydrobiopterin (CSF) [NC03] 1224 BH4, Neopterine required per patient. The | (|, - ticaneurogenetics. GRZERD] 9-May-20
total CSF volume required Hyperphenylalaninemia
is 3.5 milliters. Collection ol EeEe , BH4 deficient, A |
of sample : CSF should be HPABHA | PTS |
collected directly from the Hyperphenylalaninemia
tap needle: Collect from , BH4 deficient, C |
the first drop in to the QDPR | HPABHAC |
containers in numerical Hyperphenylalaninemia
order. Fill each tube to the | BH4 deficient, D |
marked line (0.5 mililiters HPABH4D | PCBD1
in tubes 1,2, &5~ 1.0 ml
in tubes 3 & 4). Attach
patient identifiers to each
tube without covering the
tithe muumbar i ther ic na
ACTNA 607638 ATport Syndrome,
ANLN 616027 Autosomal Dominant
ARHGAP24 610586 AD 104200
ARHGDIA 601925 Alport Syndrome,
CD2AP 604241 Autosomal Recessive
COL4A3 120070 R 203780
COL4A4 120131 Alport Syndrome, X-
COL4AS 303630 Linked Recessive XL
COL4AG 303631 301050
002 609825 Cerebral Palsy, Spastic
C0Q6 614647 Quadriplegic, 2 AR
0088 615567 612900
CRB2 609720 ) ) Coenzyme Q10 Next
Nephrotic Syndrome (NS)/Focal Segmental Glomerulosclerosis CUBN 602997 Prevention Genetics Deficiency AR 607426 | Generation .
et 100 Dokt eo1a10 Lavender Top (EDTA) | (www.preventiongeneres.co | °(°ne% 18 0 5 104ul-23
EMP2 602334 m deficiency, primary,3 | Sequencing
FAT1 600976 AR 614652
INF2 610982 Coenzyme Q10
ITGA3 605025 deficiency, primary, 6
ITGB4 147557 AR 614650
KANK1 607704 Deafness, X-linked 6 XL
KANK2 614610 914
KANK4 614612 Epidermolysis Bullosa
LAGE3 300060 With Pyloric Atresia AR
LAMAS 601033 226730
LAMB2 150325 Epilepsy, Progressive
LMX1B 602575 Myoclonic 4, With Or
waGD engag) Withaut Ranal Eailire
Ani-Aquaporin 4 (Ani-AQPA Ab) + Ani-Myeln Oligodendrosyte ) Anti-Aquaporin 4 (Anti-
Glycoproteins antibody (Anti-MOG) Y ] AQPAAD SIS At | e | ommmsauiecs
157 (ESFF et oo e BS L@ d Confirmation by | o w06 e o cn | 18-Apr-24
ey e (beneuro.ca) Glycoproteinsantibody S o
b Gl T i) (N HEE)
'ATM (607585), BRAF (164757), CBL (165360), HRAS
(190020), KRAS (190070), MAP2K1 (176872), NFL
Neurofibromatosis (NextGen Sequencing Panel and Copy (613113), NF2 (607379), NRAS {164750), PTEN LR LR Next.
e e 776 (601728), PTPN11 (176876), RAF1 (164760), RIT1 Lavender Top (EDTA) | (www.medicalneurogenetics. Generation 9-May-20
d (609591), SDHAF2 (613019), SDHB (185470), SDHC com)/Dynacare DNA Sequencing
(602413), SDHD (602690), SH3BP2 (602104), SHOC2
(602775), 5051 (182530), SPRED1 (609291).
Neurofilament (pNf-H) 1465 CSF iastineonlDnversiiy ELISA 2-0ct-23
Laboratory_
Neurofilament Light Chain (NfL), Serum 1465 Se”';aiiTa?f 2‘};2?“" L C°"“(“E°O““{‘2;‘/’\")”“°"es EORLA requisition SIMOA 2-0ct-23
Cyelieal neutropenta
(162800), Severe
congenital neutropenia
autosomal dominant
(202700), Severe
congenital neutropenia X-
linked
(R EEHEET ERCTEN LY, RS || e | e
Neutropenia NGS Panel 836 GFIL, HAX1, LAMTOR?, LYST, RAB27A, RAC2, SBDS, | Lavender Top (2xam) | . 80 POEE | ot |- BEnDel 28-Feb-20
SLC37A4, TAZ, USBL, VPS138, VPSAS, WAS, WIPF1 G s
congenital neutropena 2,
autosomal dominant
(613107), Severe
congenital neutropena 3,
autosomal recessive
(610738)
Serum. Red Top (only).
o Room temperature: 7 .
Neutrophil Antibody, Flow Cytometry [1606] 1572 P v Quest Diagnostics 6-Jul-20
Frozen: 30 days
UAB Medical Genomics
Laboratory NGS and
NF-1-NG 776 NF-1 Lavender Top (EDTA) | (www.uab.edu/medicine/gen ] 104ul-23

etics/medical-genomics-
Iaboratory)




Niemann-Pick Discase Type C Sequencing Panel [3423] 68 ) )
Prevention Genetics [\ Next
NPC1 (607623); NPC2 (601015) Lavender Top (EDTA) | (www.preventiongenetics.co | o197 'OC S | Generation Juy 10,2023
m) DNA Sequencing
Noonan Syndrome (NextGen Sequencing Panel and Copy BRAF KRAS LZTR1 MAP2KL NRAS PTPNLL RAFLRITL | Lavender top (EDTA) [2 MNG Laboratories NextGen
Number Analysis; 10 Genes) [NGS414] 778 50515052 tubes] (www.medicalneurogenetics. Sequencing Sy
com)/Dynacare
Lavender Top (EDTA). | Dept of Clinical Laboratory
Bone marrow. Stable 24- Genetics. Genome
NPM1MRD 1395 NPM1 (164040) 48 h at RT after draw. Do | Diagnostics. Toronto General RNA based 2an24
not freeze. Hospital.
Lavender Top (EDTA). Molecular Genetics
- Stable for only 2472 hi Do) | L-oraton: Univerkstty of
NPM1 Quantitative RNA PCR 1395 NPM1 (164040) North Carolina Hospitals. RNA based 17-4an-23
notfreeze. Sendoncold | /b unchealtheare.or
pack. [ACD acceptable] .
ARAS ARRSZ AASS REAT ABCBG ABCB7 ABCCE ABCCI
ABCD1 ABCD3 ACACA ACACB ACADS ACAD9 ACADL
ACADM ACADS ACADSB ACADVL ACATL ACAT2 ACHE
ACLY ACO2 ACSF3 ACSL4 ACSLS ACSM3 ADSL AFG3L2
AGK AGPS AGXT AGXT2 AIFM1 AK2 AKAP10 AKR7A2
AKTL AKT2 ALAS2 ALDH18AL ALDH2 ALDH3A2
ALDHAAL ALDHSAL ALDHGAL ALDH7AL AMACR AMT
ANK2 ANKRD26 APTX ARMS2 AS3MT ASSL ATIC
ATP10D ATPSE ATPSSL ATP7B ATPSB1 ATPAF2 ATXN7
AUH BAX BCAT1 BCAT2 BCKDHA BCKDHB BCL2 BCS1L
BOLA3 C100rf2 C120rf65 CACNALA CACNALS
CACNA2D1 CASPS CDCA2BPB CDKLS CFTR CHAT CHDH
CHRNA4 CHRNB2 CISD2 CKM CLCN1 CLCN2 CLCNS
) CLCN7 CLCNKB CLN3 CLNS CLNG CLNS CLYBL CNRL Fulgent Genetics NextGen
Ruceaghitopicspars) 218 COAS COMT C0Q2 COQ4 COQ5 COQE COQ9 Cox1o | VenderToP@xamb) | o tdiagnostics.com) SeaErEng WD
COX14 COXLS COX4IL COX412 COX6B1 COX7A2 CPOX
CPS1 CPT1A CPT1B CPT2 CTSD CYBSA CYBSR3 CYBA
CYBB CYCS CYP11AL CYP11B1 CYPL1B2 CYP24AL
CYP27A1 CYP2781 D2HGDH DARS2 DBT DDAH1 DDC
DECR1 DGUOK DHODH DIABLO DISC1 DLAT DLD
DMGDH DMPK DNAJC19 DNAICS DNM1L DTNBPL
EARS2 ECIL ECSIT ELAC2 ELN ENO1 ENO3 ETFA ETFB
ETFDH ETHEL FAAH FARS2 FASN FASTKD2 FBP1 FECH
FH FOLRL FOXCL FOXG1 FOXRED1 FPGS FTHI FXN
GGPC G6PD GAD1 GAD2 GALC GARS GATM GCDH GCK
GCSH GDAP1 GFER GFM1 GK GLDC GLO1 GLRAL GLRXS
GLS GLUD1 GLYCTK GNAS GNPAT GPAM GPD1 GPD2
(D1 GDY1 GPYA VST GVEY HEPN MANM WANKHA WANMR
Serum. Stable 4h at RT, 7 Requires
S'Nucleotidase 4 days at 4°C or 14 days at - Dynacare enzymatic  |preappova astetsis | 22-0ct-20
20°C. of limited utility
Molecular Genetics
Oculopharyngeal Muscular Dystrophy 613 PABPN1 (602279) Lavender Top L:"Q‘:::;’L Bicv‘cl:'r':‘t:f‘ss repeat sizing 25-Jun-20
Hospital
Oncotype DX FFPE Genomic Health gene expression | Refer to Pathology
Mayo Clinical Laboratories
Orexin-A/Hypocretin-1, Spinal fluid [ORXNA] 1691 CSF. Store frozen. | (www.mayomedicallaborator RIA 12-Mar-24
ies.com)
Osteogenesis imperfecta NGS panel - Dominant [5099] 533 ALPL, COL1AL, COL1A2, IFITMS, PLS3 Lavender Top (ETA) | COMective Tissue GeneTest NeSwith 25.0ct-19
(wwow.ctgt.net) del/dup analysis
» ) ) ALPL, BMP1, COLIAL, COL1A2, CREB3LL, CRTAP, ,, )
Qeteosenss peiiects N[G:lg;‘e‘ SO R 533 FKBP10, IFITMS, LEPREZ, LRPS, PLOD2, PLS3, PPIB, Lavender Top (EDTA) C°"”e°‘:l:;i:i$;‘e =t de\/’\:iif)vavrl\:vsis 25-0ct-19
SERPINFL, SERPINHL, SP7, TMEM38B, WNTL
'ALPL, BMP1, CREB3LL, CRTAP, FKBP10, LEPREL, LPRS, Commective Tieens Gene Test NS with
Osteogenesis imperfecta NGS panel - Recessive [5105] 533 PLOD2, PPIB, SERPINFL, SERPINHL, SP7, TMEM38B, | Lavender Top (EDTA) ) 25-0ct-19
(www.ctgt.net) del/dup analysis
WNT1
) TO:“;(": é?gtﬁii{;;:f ) | Mayo Clinical Laboratories
Ovarian Antibody Screen with Reflex to Titer, IFA [FOVAS] 1465 (www.mayomedicallaboratories.c IFA 8-Nov-23
14 days Frosen 30 days po
Anmbient 7 davs.
Prevention Genetics | "
Ovarian Dysgenesis via the FSHR gene [11871] FSHR (136435) Lavender Top (EDTA) | (www.preventiongenetics.co e 10-0ul-23
m)
ABCCO AKTL
AKT2 AKT3
ASPABRWD3
CCND2 CDKN1C
CHDS CUL4B
DIS3L2 DNMT3A
EED EZH2
GFAP
GLI3 6PC3
HEPACAM HERC1
:;‘:‘VEE'EZ Lovend OTA) 2 Prevention Genetics
Overgrowth and Macrocephaly Syndromes Panel [3449] 968 MLCL MPDZ MTOR NFIA aven e't:z‘::] N2 wwipreventiongenetics.co 10-Jul-23
NFIXNPR2 m
NSD1 OFDL
PDGFRB PHF6
PIK3CA PIK3R2
PPP2RSB PPP2RSC
PPP2RSD PTCH1
PTEN RAB398
RNF125 RNF135
SETD2 STRADA
SUZ12 TBC1D7
TMEM94
UPF38ZBTB20
'AKT2 AKT3 CDKNLC CUL4B DIS3L2 DNMT3A EZH2 GLI3
. Lavender top (EDTA) [2 ) -
Overgrowth and Macrocephaly Syndromes Panel [04501] 968 GPC3 KPTN MED12 MTOR NF1 NFIX NPR2 NSD1 PHF6 i Invitae (www.invitae.com) 10-1ul-23
PIK3R2 PTEN SETD2 SPRED1
:Ere:c:' deT:d 5;:';’::::: Mayo Clinical Laboratories
Oxalate, Plasma [POXAL] 1176 (www.mayomedicallaborator 11-May-22

plasma ASAP. Stable 30
days.

ies.com)




AARSZ (612035]; ABCB10 (605454]; ABCB7 (300135];
ABCB8 (605464); ABHDS (604780); ACADS (606885);
ADCK3 (606980); AFG3L2 (604581); AGK (610345);
AIFM1 (300169); AK2 (103020); AK3 (609290); APTX
(606350); ARMS2 (611313); ARX (300382); ATAD3A
(612316); ATAD3B (612317); ATPSAL (164360); ATPSB
(102910); ATPSC1 (108729); ATPSD (603150); ATPSE
(606153); ATPSF1 (603270); ATP5G1 (603192); ATP5G2
(603193); ATP5G3 (602736); ATP5H (); ATPSI (601519);
ATPS5) (603152); ATP50 (600828); ATPSS (); ATP7B
(606882); ATPAF1 (608917); ATPAF2 (608918); BCS1L
(603647); BOLA3 (613183); CLOORF2 (606075);
C120rf65 (613541); C210rf33 (607962); CASA

MNG Laboratories

Oxidative Phosphorylation (OXPHOS) Defects NGS Screening (114761); CARS2 (612800); CCT7 (605140); CHCHD3 P e R v——— NextGen oMay-20
Panel (232 genes) + Del/Dup + mtDNA [NGS306] (613748); CHCHDA4 (611077); CISD2 (611507); CLPP. B ‘meD "acafe g Sequencing
(601119); COAS (613920); COQ2 (609825); COQ3 4
(605196); COQ4 (612898); COQS (614647); COQT7
(601683); COQY (612837); COX10 (602125); COX11
(603648); COX14 (614478); COX15 (603646); COX17
(604813); COX18 (610428); COX19 (610429); COX4I1
(123864); COX4I2 (607976); COX5A (603773); COXSB
(123866); COX6A1 (602072); COX6A2 (602009);
COX6B1 (124089); COX6C (124090); COX7A1 (123995);
COX7A2 (123996); COX7A2L (605771); COX7B
(603792); COX7B2 (609811); COX7C (603774); COX8A
(123870); CRLS1 (608188); CYC1 (123980); CYCS
(123970); DARS2 (610956); DDX28 (607618); DGUOK
(601468): NLRC (£10A101. NUTKNA (£1408).
Lavender Top (EDTA). Liquid
Store plasma frozen. | Mayo Clinical Laboratories | | Chromatograph
Oxysterols, Plasma [OXNP] 1579 Prolonged storage at RT | (www.mayomedicallaborator| " ¢ =" disey:se ¥ |y-Tandem Mass 28-Jul-23
can lead to autooxidation ies.com) . Spectrometry
(FP). (LC-Ms/Ms)
Liquid
‘Quest Diagnostics Nichols Chromatography-
Paliperidone (Invecta) [91895] Red Top (only) Institute - California, Molecular |  9-hydroxyrespiridone Tandem Mass 19-Feb-18
Genetics Laboratory Spectrometry (LC-
MS/MS)
Collect 10 mL EDTA plasma
in special tube containing the
Z-tube and separate as soon as
s e g InterScience Institute
Pancreastatin immediately after separation. | (www.interscienceinstitute.c radioimmunoassay TBU
Special Z-tube is available om)
from Inter Science Institute
(ISI). Minimum specimen size
is 1 ml. Ship frozen.
Pancreatic Cancer Panel [01261] 1284 Lavender Top (EDTA) Invitae (www.invitae.com) NGS 10-Jul-23
E "”‘”"g E[’]T‘: B "“‘“F"“ ice | Mayo Clinical Laboratories
) ) immediately fasting. Freeze ° "
Pancreatic Polypeptide, Plasma [HPP] 1284 et Sz 8 .. |(onwwmayomedicallaborator 230123
= ies.com)
) Alberta Mol Dx Laborat
Paraglioma SDHB (185470); SDHC (602413); SDHD (602690) Lavender Top (EDTA) erta ‘Za‘g’;r; sy del/dupl
Alberta Mol Dx Laborat S:
Paraglioma SDHB (185470) Lavender Top (EDTA) =fta MoTDx Favoratory anef
(calgary) sequencing
) Alberta Mol Dx Laborat B
Paraglioma SDHC (602413) Lavender Top (EDTA) ERIACIREE TR Ehp
(Calgary) sequencing
Alberta Mol Dx Laborat S:
Paraglioma SDHD (602690) Lavender Top (EDTA) =fta MoTDx Favoratory anef
(calgary) sequencing
Red Top (preferred); Gold | Mayo Clinical Laboratories X ! RIA; IFA; EIA; Undec *P“‘““]
Serum [PAVAL] 61 SST. Store at 4°C (14 days) | (www.mayomedicallaborator L e Western blot; | €"cumstances only: 9-Aug-22
i approval Default is BC
or frozen. fes.com) CBA Neuroimmunology
Amphiphysin, Ri
(NOVA-1), Yo, Hu, Under special
. . SERUM preferred;Gold Mitogen Advanced PNMA2 (Ma2/Ta), circumstances only;
LIA nly 21-Sep-23
Paraneoplastic Antibody Panel PLUS 61 SST; 2nd choice CSF Diagnostics V2.1, Recoverin, Default is BC >
SOXA, tintin, Zicd, Neuroimmunology
GADSS, Tr (DNER)
Alt @MUHC on
serum:
" n . Pa lastic/Anti
Amphiphysin, CV2 | IF with reflex to 'aN";;’;:al':{) "
CRMPS), PNMA2 I blot N
S (=t EBrerit] BC Neuroimmunoloy U(\IIaZ/Ta)) Ri, Yo, Hu, ar:v;"c‘::oﬁx:d (Anti:HU,RLYO,CV2,
Parancoplastic (Neuronal) Antibodies Full Panel 61 Top) 1t choice. 2nd & apleciand " | PNMA2,Amphiphysi|  18-Apr-24
o CoF St ot 20°C (beneuro.ca) Recoverin, SOX1, | Immunoblot | ™ FRPTE
. . Tintin, Zic4, GAD6S, Tr | onlty test is for bit;markers &
i \T .
(BhER) rapld TATONN. |+ stoxic T-cells for
disease and not
disease causing.
A2M, AAAS, ACE, APOE, APP, ATP13A2, ATP1A3,
C90rf72, CSF1R, DCTN1, DNMT1, EIF4G1, FBXO7, GBA, Includes: Dystonia,
N N . GCH1, GRN, HTRA2, LRRK2, MAPT, MPO, PARK2, Fulgent Genetics DOPA-responsive NextGen
Parkinson-Alzheimer-Dementia NGS Panel 597 L: der T EDTA) N N N 23-Nov-18
rkinson-Alzheimer i n PARK7, PINK1, PLA2G6, POLG, PRKRA, PRNP, PSEN1, 2xendeigonliEDEA) (fulgentdiagnostics.com) | (BRD) (128230)and | Sequencing
PSEN2, SLC6A3, SNCA, SNCB, TAF1, TH, TREM2, C90rf72 repeat analysis
TYROBP, UCHL1, VPS35 ( 38 genes )
MNG Laboratories Next
Parkinsons Disease/Parkinsonism [NGS357] 665 Lavender Top (EDTA) | (www.medicalneurogenetics. Generation 9-May-20
com)/Dynacare DNA Sequencing
Next Generation
Parkinson Disease panel [T401] 665 Lavender Top (EDTA) GeneDx (www.genedx.com) DNA Sequencing 6-Jun-24
Prevention Genetics Parkinson disease,
PARKINSON'S DISEASE, JUVENILE VIA THE PRKN/PARK2 GENE . N . .
(11607] / 664 PARK2 (602544) Lavender Top (EDTA) | (www.preventiongenetics.co |  juvenile, type 2 NGS 10-Jul-23
m) (600116)
Patient should be
fasting 10 - 12 hours
3 ml serum or EDTA pcqiocciectionel
specimen. Antacids or
plasma should be e
other medications
collected and separated as ) ) J
CEB sl GETn InterScience Institute affecting stomach
Pepsinogen | 1748 e (www.interscienceinstitute.c acidity or RIA 19-1an-23

specimens immediately
after separation.
Minimum specimen size is
1ml.

om)

gastrointestinal
motility should be
discontinued, if
possible, for at least 48
hours prior to
collection.




3 ml serum or EDTA
plasma should be

soon as possible. Freeze

collected and separated as

Patient should be
fasting 10 - 12 hours
prior to collection of

other medications

InterScience Institute affecting stomach

specimen. Antacids or

Pepsinogen 1748 2 possile. H (www.interscienceinstitute.c acidity or RIA 19-Jan-23
specimens immediately o
after separation. om) gestrointestinal
- raton. motility should be
Minimum specimen size is LIS AL
i discontinued, if
possible, for at least 48
hours prior to
collection.
Alberta Precision To be accompanied
Perforin/Granzyme [HLH] 817 Heparin Laboratories (Flow by normal control | 14-Oct-20
Cytometry - Calgary) sample
hemophagocytic
) Hospital for Sick Children | lymphohistiocytosis Sanger
Perforin PRF1(1780280) Lavender Top (EDTA) | . i Response Laboratory) | (HLH), familial 2 sequencing
(603553)
Hospital for Sick Children hemophagocytic
Perforin protein expression LavenderTop (EDTA) | s Laboratary) | YMPMohistiocytosis
(HLH) (603553)
Familial Mediterranean
Fever (FMF) (249100
AP1S3, CARD14, CECR1, ELANE, HAXL, IL10, ILORA, and 134610); TNF
IL1ORB, ILIRN, IL36RN, LPIN2, MEFV, MVK, NLRC4, ) receptor-associated
- ) ’ Fulgent Genetics 5 NextGen
Periodic Fever/Autoinflammatory Disorders NGS Panel 838 NLRP12, NLRP3, NLRP7, NOD2, PLCG2, PSMBS, LavenderTop (2xamb) | o 480 DI oy | periodicsyndrome | (FEESL | Addon: TNFAIPS | 10-Augid7
PSTPIPL, RBCKL, SH3BP2, SLC29A3, TMEM173, (TRAPS (142680);
TNFRSF11A, TNFRSF1A, NLRP1 ( 28 genes ) Hyperimmunoglobulin
D Syndrome (HIDS)
(260920)
Preferred Specimen(s)
1 mL plasma collected in a
3.2% sodium citrate (ight
blue-top) tube
Minimum Volume
05mL
Collection Instructions
Platelet-poor plasma:
Centrifuge light blue-top
tube 15 minutes at
approximately 1500
e e AT within 60 minutes of | - QuestDisgnosicsNichols | thrombosis; pregnaney [
collection. Using a plastic Institute loss
pipette, remove plasma,
taking care to avoid the
WBC/platelet buffy layer
and place into a plastic
vial. Centrifuge a second
time and transfer platelet-
poor plasma into a new
plastic vial. Plasma must
be free of platelets
(<10,000/pL).
Transport Container
e ]
Phosphoglycerate kinase 1 deficiency (300653) PGK1 (311800) Lavender Top (EDTA) Centogene AG Sanes
(www.centogene.com) sequencing
Yellow top (ACD solution
B) or Yellow top (ACD
—— 5021;'3:[;\5);;’0'.:;07 Mayo Clnical Laboratories
Isomerase (PMI), Leukocytes [PMMIL] STANDARD GOLD ssT | (“#-mayomedicallaborator Enzymelassay 20CCE20
ies.com)
tube. Do not transfer
contents. Store at 4°C.
Send immediately.
Glycogen Storage Disease Gspix
Laboratory. Duke University phosphorylase
Lavender Top (EDTA) 10 e Glycogen Storage b kinase
) . cc OR dried blood spot; %P Disease, Type IX, Liver | enzyme assay
Phosphorylase b Kinase enzyme activity ather samplo tynes | Mte//pediatrics duke.edu/ai | >*0e O b 18-ul-17
il sions/edicel cells; other
genetics/biochemical-
genetics-laboratory CILIEEETD
available
For CSF, use Sarstedt CSF
Tube 62610018
Collect CSF dircely into
Sarstedt tubes and fill the tube
50%to 80% minimum,. The
specimen must not be e
Phosphorylated-tau-181 (pTaul81) 140 aliquoted from a regular BC N(el;'c:’e‘:'r’:‘c‘:;""gy "e“sl‘;;‘o":"::‘;‘; han | umipulse ';::‘g;’:;i:‘::f:“;: 6un-24
collection tube. Ifthe first e
ImL collected is hemolyzed,
discard and continue
collection with a new tube.
NOT CURRENTLY
AVIALABLE ON PLASMA)
Requires:
Plasma EDTA. Freeze BC Neuroimmunoloy Provides best ALZPath Simoa | Neurodegenerative
Ehosplorbia b 2z L) 140 immediately. (beneuro.ca) | discimination of pathology Assay Profile Kiqulsilion G-lun24
Form
Serum: Collect serum
specimens in serum
separator or red top tube.
Allow blood to clot for 30
minutes, then centrifuge.
Pipette serum into a
) ; plastic screw cap vial. o 5 . Reserved for
Platelia Apergillus Galactomannan EIA [309] 1465 CHBAL: Submmit CoF and || Miravista Diagrostics s 8-Sep-22
BAL in a sterile screw cap
container. STABILITY
Room Temperature: 48
hours
Refrigerated: 5 days
Frozen: 5 months
) ) Pelizaeus-Merzbacher
Prevention Genetics )
" disease (312080) and
PLP1-RELATED DISORDERS VIA THE PLP1 GENE [10019] PLP1 (300401) Lavender Top (EDTA) | (www.preventiongenetics.co NGS 10ul-23

ti legi
) spastic paraplegia

(312920)




Transfer 2 mL of
bronchoalveolar lavage
(BAL) fluid (preferred) to a
sterile, leakproof
container. Tracheal
aspirate and bronchial

Reserved for

Pneumocystis DNA PCR [402] 1395 wash will be reported with | MiraVista Diagnostics S ior 8-Sep-22
a rare specimen =
comment STABILITY Room
Temperature/Ambient: 14
days
Refrigerated: 14 days
Frozen: 28 days
Polycystic kidney
) disease, adult type 1
Polycystic Kidney Disease NGS Panel 795 PKD1 (601313); PKD2 (173810), PKHD1 Lavender Top (2x 4 mL) Fulgent Genetics (173900); Polycystic | NeXtCen 4-Dec-18
(fulgentdiagnostics.com) ) . Sequencing
Kidney disease 2
(613095)
Bilateral frontoparietal
polymicrogyria
(606854), Goldberg-
Shprintzen Magacolon
Synddrome (609460),
Band-like Calcification
with Simplified
glyration and
polymicrogyria
GPRS6 (604110), KIAA1279 (609367), OCLN (602876), Powﬁi@z'ﬂ' with
Polymicrogyria Deletion/Duplication Panel (11 genes RTTN (610436), TUB1A (602529), TUBAS N University of Chicago ires (ragay) | olgonucleotide
deletion/duplication analysis) (605742),TUBB2b (612850), TUBB3 (602661), RAPLS Genetic Services Laboratories res (614833), array-CGH
(602207), RAB3GAP1 (602536, RAB3GAP2 (609275) polymictogyriawith
optic nerve hypoplasia
(612180), asymmetric
polymicrogyria
(610031), Complex
cortical dysplasia with
other brain
malformations
(614039), Warburg
Micro syndrome
(600118)
Bilateral frontoparietal
polymicrogyria
(606854), Goldberg-
Shprintzen Magacolon
Synddrome (609460),
Band-like Calcification
with Simplified
glyration and
polymicrogyria
GPRS6 (604110), KIAA1279 (609367), OCLN (602876), (251290), 1. Next-gen
RTTN (610436), TUB1A (602529), TUBAS TS Polymicrogyria with | Sequencing 2.
Polymicrogyria Sequencing Panel (12 genes sequecning) (605742),TUBB2b (612850), TUBE3 (602661), RAP18 | LavenderTop (EDTA) | -WNers O FHICOES | seizures (614833), Sanger
(602207), RAB3GAP1 (602536, RAB3GAP2 (609275), polymicrogyria with | sequencing
WDR62 (613583) optic nerve hypoplasia | (confirmation)
(612180), asymmetric
polymicrogyria
(610031), Complex
cortical dysplasia with
other brain
malformations
(614039), Warburg
Micro syndrome
(600118)
) CASK, OPHNL, RARS2, SEPSECS, TSEN2, TSEN34, Fulgent Genetics NextGen EXOSC3 can be
Pontocerebellar Hypoplasia NGS Panel 886 TSENS4, VRKL tavenderTop (EDTA) | (fulgentdiagnostics.com) Sequencing | added at no cost
Prevention Genetics Pontocerebellar
PONTOCEREBELLAR HYPOPLASIA Panel [5051] EXOSC3 (606489) Lavender Top (EDTA) | (www.preventiongenetics.co | hypoplasia, type 18 NGS See Fulgent Panel | 10-Jul-23
m) (614678)
1. single exon
testing 2. full
Porencephaly 1 (175780) COL4AL (120130) Lavender Top (EDTA) Centogene AG G
(www.centogene.com) sequencing 3.
deletion/duplica
tion testing
Mayo Clincal Laboratories |,
Porphobilinogen Deaminase (PBGD), Whole Blood [PBGD_]| 1324 Green Top, 2 mL, 4°C only | (www.mayomedicallaborator !
] Porphyria (176000)
ies.com)
'ALAD (125270), ALAS?2 (301300) CISORFAL (615626),
o CPOX (612732), FECH (612386), HFE (613609), HMBS Fulgent Genetics NextGen
Porphyria Disorders NGS Panel 528 (609806), PPOX (600923), SLC19A2 (603841), UROD | "2VenderTop2xamb) | (o tdiagnostics.com) Sequencing S
(613521), UROS (606938).
Green Top (heparin), enythropoletic
fasting, handle 4°C. Must | Mayo Clinical Laboratories protoporphyria
Porphyrins Evaluation, Whole Blood [PEE] 1324 arrive within 3 days of | (www.mayomedicallaborator|  (177000)and 20-0ct-20
drawing. Alternate: ies.com) conecniial)
washed erthyrocytes D tapoktc
porphyria (163700)
Greentop (heparin); | Mayo Clncal Laboratories | oo
Porphyrins, Total, plasma [PTP] 1324 protect from light; transfer | (www.mayomedicallaborator 200ct-20
4 4 Tarda (176100)
to amber vial ies.com)
Invitae (https://www.invitae.com : i
- . ) Al CEDCLES, DA, RS RSP DNAAES RSP, OFDl RCh,Cooc,sacs, | Lavender Top (EDTA) 2-5 7S ramnan S St PGy NGS with
Primary Cillary Dyskinesia panel (invita] [04101] m e e = Dyskinesia parel | . 1000123
oo, VAL e 3 el/dup analysis
San Francisco. CA. 94107 (Eer )
Prevention Genetics - ) ;
PRIMARY FAM'"":/"I::EECSPNOGRES&AEL[S:‘I]CWHEM'A ey 1475 EPOR (133171) Lavender Top (EDTA) | (www.preventiongenetics.co Fa"""al‘ fgﬂ;’;;’ws's‘ Sezz'f:czng By a;:ﬂ":ble at 10-Jul-23

m)




ACD, ACPS, ACTB, ADA, ADAZ, ADAMI7, ADAR, AICDA, AIRE, AK2, AP3B, ATM B2V,
BCLI0,BLNK, BLOCISG, BTK, CARDI1, CARDI4, CARD?, CASPID, CASPS, CD247, CD21, CD3D,

‘CDSE, CD3G, CDMOLG, CD?VA., CDT9B, CDSA, CEBPE, CHDT, CITA, CLPB, COPA, COROIA,
(CR, CSF2RA, CSF3R, CTCI, CTLAY, CTPS1, CTSC, CXCRS, CYBA, CVE

BA, CYBB, DCLRELR, DCLRELC,

Invitae (https://www.invitae.com
475 Brannan St. Ste.

NGS with

Primary Immunodeficiency Panel (invitae) [08100] 1042 A RSNG| Lavender Top (x4 m) 5 e 10ul-23
17A, RAC2, RAGI, RAG2, RBCK I, RFXS, REXANK, REXAJ MRP, RNASEI San Francisco, CA, 94107
AT, SRASHI RO, TEL), S SSWAGR SHEDin, 387 LA
S S et
S S, TR SRS AP, AL AP, TA: T PO ERG, R TG
e T o e e RNy
S RAESI TR RN IO, k2 INE13, I3, M
R P S g s A
Mayo Clinical Laboratories
Procainamide and N-acetylprocainamide, Serum [PA] 1465 Gold SST (www.mayomedicallaborator immunoassay 10-Aug-21
ies.com)
An aid in monitoring
antiresorptive and
anabolic therapy in
patients with
Red Top or Gold SST. Send | Mayo Clinical Laboratories |  osteoporosis; An | competitive
Procollagen | Intact N-Terminal, Serum  [PINP] 178 serum. Stable frozen for |(www.mayomedicallaborator|  adjunctinthe | radioimmunoas 9-Aug-22
14 days. ies.com) assessment of say
conditions associated
with increased bone
turnover such as Paget
disease
PROGRESSIVE BULBAR PALSY WITH OR WITHOUT
Prevention Genetics | Not available: SLC52A2
:sx;gg'a:?ﬁgz’;i’:‘figﬁ \:‘/Omg'é‘;fgg: sz1 '1':;';; SLCS2A3 (613350) Lavender top (EDTA) | (www.preventiongenetics.co | (607882) and SLC52A1 NGS 10u-23
VIA THE SLC52A3 (C200RF54) [8711] Wy .
Cinncinatti Children's
Progressive Familial Intrahepatic Cholestasis Type 1 (211600) ATP8BI (602397) [avendezToplEDTAN i au o onchiiiman Sanes
Genetics Diagnostic sequencing
Laboratories)
Draw blood in a ice-cooled
purple-top EDTA. (Plasma
gel tube is not acceptable.) | Mayo Clinical Laboratories Quantitative
Proinsulin, Plasma [PINS] 179 Chill on ice for 10 minutes. | (www.mayomedicallaborator Chemiluminesce 13-Dec 22
Spin down and send 1 mL ies.com) nt Immunoassay
of EDTA plasma frozen.
Mayo Clinical Laboratories
Psychotropic Pharmcogenomics Gene Panel, Varies [PSYGP] 1582 Lavender Top (EDTA) | (www.mayomedicallaborator 4-Mar-21
ies.com)
Bannayan-Riley-
Ruvalcaba Syndrome
(153480);
Cowden Disease
Prevention Genetics (SRR
PTEN Hamartoma Tumor Syndrome via the PTEN Gene [7513] PTEN (601728) Lavender Top (EDTA) | (www.preventiongenetics.co | CUtan€ous Malignant NGS 10-Jul-23
o Melanoma 1 (155600);
Macrocephaly/Autism
Syndrome (605309);
Vacterl Association
With Hydrocephalus
(276950)
Telangiectasia,
hereditary
hemorrhagic, type 2
(600376); Pulmonary
hypertension, familial
primary, 1, with or
without
HHT/Pulmonary
hypertension, primary,
fenfluramine or
) ACVRLI (601284), BMPR2 (600799), CAV1 (601047), Fulgent Genetics : NextGen Alt: CTGT PPH 4
Pulmonary Hypertension NGS Panel ENG (131195), SMAD9 (603295) LavenderTop (2x4ml) | ¢ ootdiagnostics.com) as:::::;;"ggg‘gm; Sequencing | genes & del/dupl
Puimonary
hypertension, primary,
3(615343);
Telangiectasia,
hereditary
hemorrhagic, type 1
(187300); Pulmonary
hypertension, primary,
2(615342)
Collect 1 milliter of CSF.
SET R MNG Laboratories Pyridoxamine 5-prime-
Pyridoxal 5"-phosphate (CSF) [NCOS] contaminated withred (g oxidase 9-May-20
blood cells and freeze the o
clear CSF at -80°Celsius. Copl/Briztas deficlency |
Store frozen at -80°Celsius.
Congenital
) ) myasthenic
Prevention Genetics
RAPSYN-related disorders via the RAPSYN gene [7801] RAPSN (601592) Lavender Top (EDTA) | (www.preventiongenetics.co Sy"s;’:;igiz?: 1 NGS 10-Jul-23
e Deformation
Sequence (208150)
‘Athena Diagnostics )
Recombx Zic4 Antibody Test [127] Red Top (www.athenadiagnostics.com|  Paraneoplastic
syndrome
Red Blood Cell Memebrane Disorder Panel [1582] 1582 areedey mif”“’ 2 S Caiss - 22-Aug-23
Renal Tubular Acidosis NGS Panel 806 ATP6VOA4, ATP6VIBI, CA2, SLC4Al, SLC4A4 Lavender Top (EDTA) 2 FUIgE.n( GEn?(ICS 28-Feb-20
tubes] (fulgentdiagnostics.com)
Quest Diagnostics Nichols
Resistance to Thyroid Hormone (RTH) Mutation Analysis Institute - California, Thyroid hormone Sanger
[16053(X)] THRB (190160) Lavender Top (EDTA) Molecular Genetics resistance (188570) | sequencing
Laboratory
Prevention Genetics )
} : Retinoblastoma
RETINOBLASTOMA VIA THE RB1 GENE [4501] RB1 (614041) Lavender Top (EDTA) | (www.preventiongenetics.co NGS 10-1ul-23

m)

(180200)

Retinol Binding Protein

Red-top tube(s) or a serum
gel tube or urine

Quest Diagnostics/Nichols
Institute




Green Top; transfer to

Mayo Clinical Laboratories

Riboflavin (Vitamin B2), Plasma [VITB2] 1617 amber container; protect | (www.mayomedicallaborator riboflavin CHUM o longer | 1-Sep-21
from light ies.com)
Rifampin/Ethambutol [NTMS] 58 Isolate National Jewish Health 9-Nov-17
Serum (Gold SST or Red
v i - ’
Rituximab and Anti-Rituximab Antibody, DoscASSURE™ RTX - Top). Separate from cells with e - B
45 min. Stable 14 days at -
20°C.
Mayo Clinical Laboratories
Serum (Gold ST or Red
RNA Polymerase Iil Antibodies, IgG, Serum [RNAP] 1078 erum °T° : OrRed | www.mayomedicallaborator| systemic sclerosis ELISA 10-Jul-23
P es.com)
Molecular Genetics
Laboratory, Hospital for Sick
Children Craniosynostosis: Sanger
Saethre-Chotzen Syndrome (TWIST seq & select exons i sickkids.ca/PaediatricL ‘ ing:
aethre-Chotzen Syndrome ( S TWIST1 (601622); FGFR3 (134934) Lavender Top (EDTAN (| a:stckkids.ca/paediatrict |88 -0 oen BT
FGFR3) aboratoryMedicine/Laborato | SRR O | TWISTI; FGFR3
ries-Services/Molecular- U (p.Pro250Arg)
Genetics-
Laboratory/index.htmi)
Prevention Genetics )
) ° sandhoff Disease
SANDHOFF DISEASE VIA THE HEXB GENE [7891] HEXB (606873) Lavender Top (EDTA) | (www.preventiongenetics.co ) NGS 10-Jul-23
m)
B X-linked ,
Alberta Precision inked To be accompanied
: ) ) ' lymphoproliferative
SAP Protein Expression [XLP1] 816 SH2D1A (300490) Heparin Laboratories (Flow iy by normal control | 14-Oct-20
Cytometry - Calgary) i (308240) sample
Cincinnati Children’s
T Hospital Medical Center
; : 3333 Burnet Avenue NRB | complement-mediated
C5b-9 (MAC) [7304502 188 separated and frozen within o ) 14-Jan-19
SEROREN ] 2 hours of colletion: ship | 1042 Cincinnati, OH 45229 | renal diseases , C5b-9
e (www.cincinnatichildrens.org
)
SCA3/Machado Joseph disease (109150) 1623 ATNX3 (607047) Lavender Top (EDTA) North York General SCA Panel avallable 28-Mar-23
MNG Laboratories
SCN4A Full Gene sequencing Analysis [MOL356]; Paramyotonia . _ ) g B Paramyotonia Congenita oo PV
Congonita (168300) SCN4A (603967) Lavender Top (EDTA) | (www.medicalneurogenetics.com) (168300) Sanger sequencing 9-May-20
Dvnacare
EDTA plasma containing
Secretin the G.. Preservative InterScience Institute TBU
Freeze immediately
Prevention Genetics Muscatar dystropn
SELENON-Realted Diseases via SELNON/SEPN1 Gene [11659] SEPN1 (606210) (www.preventiongenetics.co | | oo Yo OPTYs NGS 10ul-23
o rigid spine, 1 (602771)
EDTA oo Froem ot Reforence range for SAA
Serum Amyloid A (SAA)/ADAMTSI3 Panel 1123 Iy v Mitogen Advanced Diagnostics | available only for plasma Luminex 27-Sep-23
20°C or on dry ice
Sunnybrook Health Sciences
Centre
Specimen Electrochemilu
Serum (Gold ST or Red Management/Clinical minescence
SFIt/PIGF Ratio 1465 Top). Stable 3d at4°C. | Chemistry, Room G-CG-01A Pre-eclampsia immunoassay 8-Feb-22
Stable 6 months at-20°C. | 2075 Bayview Avenue (ECLIA)
Toronto Ontario M4N 3M5 (Roche)
Telephone 416 480 2854
Fax: 416-480 4651
Langer Mesomelic
Dysplasia Syndrome
(249700);
Shortstture Homeobox (SHOX) rlated Haploinsaficioncs Disod Prevention Genetics Leri Weil sanger
o e Dadlatee ol ISRy 560 SHOX Lavender Top (EDTA) | (www.preventiongenetics.co [ Dyschondrosteosis B 10-Jul-23
via the SHOX Gene [626] sequencing
m) (127300);
Short Stature,
Idiopathic, X-Linked
(300582)
RIF, EMB, CIP, MXF,
AMK, LZD, CLR, CLF
) ) ) 12D, CLR, CLF, ST
Single Drug MIC [NTM3] NTM Isolate NationalJewish Health | it e b o
AZM OFX, KAN, CSI
) ) ) U. of Chicago Genetic
Single Gene Repeat Expansion Analysis RFC1 [4103] 1395 RFC1 Lavender Top (EDTA) ) CANVAS 22-Dec-21
Services Laboratory
D et ichthyosis prematurit
Ichthyosis Panel [DE0601] 1216 SLC27A4 (604194) Lavender Top (EDTA) | http://blueprintgenetics.com syanomz (508649)" NGS 10-Jul-23
Polymerase
GLUT1 deficiency | Chain Reaction
syndrome 1 (PCR) followed | Offered for free by
(6LUT1DS1); by DNA MNG (The testing
NG Lato Dystonia 9 (DYTS); | sequencing costs s billed
SLC2A1 Full Gene Sequencing + MLPA Duplication/Deletion ATt GLUT1 deficiency analysis; directly to
SLC2A1 (138140 Lavender Top (EDTA cdicalneurogen 3 9-May-20
Analysis [MOL231] (GLUT deficiency syndrome 1) ( ) avender Top (EDTA) | (www.m ‘%x:::f:m iceon) syndrome 2 Multiplex Ultragenyx Y
(GLUT1DS2); Epilepsy, | Ligation- Pharmaceutical
idiopathic i who'is i
susceptibility to, 12 Probe anew treatment)
(E1G1) Amplification
(MLPA) analysis
Cincinnati Children’s
EDTA plasma - 2 aliguots. Hospital Medical Center, hemooh )
p Diagnostics Immunolgy emophagocytic
Store in polypropylene nogocyre.
cxcLo 1465 s "d o "Vs = Laboratory, lymphohistiocytosis 18-Apr-23
ubes.. Send frozen. Satble | 3333 g1t Avenue NRB 1042 (HLH)
6 month Cincinnati, OH 45229
(www.
Cincinnati Children’s
EDTA plasma- 2 allguots, Hospital Medical Center, )
Store In|polypropylene Diagnostics Immunolgy hemophagocytic
Soluble CD163 1465 i Laboratory, lymphohistiocytosis 18-Apr-23
tubes.. Send frozen. Satble | 3335 gy et Avenue NRB 1042 (HLH)
6 month Cincinnati, OH 45229
(www.
Ciicima CHI o2 No longer available at
EDTA plasma- 2 allguots. Hospital Medical Center, ) HSC. Seo aloo HS)
Store in polypropylene Dlzgzciclninliy hemophagocytic Bl miluminese "Cellules T
Soluble IL-2 Receptor Level (CD25) [2904000] 927 R Laboratory, lymphohistiocytosis e | 18APr23
tubes.. Send frozen. Satble | 3333 B ey Avenue NRB 1042 (HLH) s 2!
6 month Cincinnati, OH 45229 elzotiton s M ey
b Clinical Lab
(www.
EDTA plasma containing Aso at Mavo
Somatostatin (Somatotropin Release-Inhibiting Factor, SRIF) 193 the G.I. Preservative ($30). InterScience Institute aln Laby 19-Jan-23
Freeze immediately.
Prevention Genetics }
) ° Sotos' Syndrome
SOTOS SYNDROME VIA THE NSD1 GENE [132] NSD1 (606681) Lavender Top (EDTA) | (www.preventiongenetics.co MGS 10ul-23

m)

(117550)




Molecular Genetics
Laboratory, Hospital for Sick
Children

Spastic ataxia,

) ) sickkids.ca/PaediatricL ! NextG
SACS Single Gene testing 657 SACS (604490) Lavender Top (eDTa) | (WWvisickkids.co/Paediatricl | o\ cpenay exten 3-Dec-21
aboratoryMedicine/Laborato type (270550) Sequencing
ries-Services/Molecular- g
Genetics-
Laboratory/index.htmi)
ABCDI (300371), ACOX1 (609751), ACTB (102630), AFG3L2 (604581),
ALDHI8AI (138250), ALS2 (606352), AMPD2 (102771), AP4B1
(607245), AP4E1 (607244), APAM1 (602296), AP4S1 (607243),
KIAA0415 (613653), ARSA (607574), ARX (300382), ASNS (615574),
ATLI (606439), ATXN2 (601517), AUH (600529), BIGALT6 (615291),
BAGALNTI (601573), BCOR (300455, BSCL2 (606153), C130rs5
(613541), C190rf12 (614298), CCDCSSC (611204), CCTS (610150), CLPP
(601119), COASY (609855), CPTIC (608846), CTNNBI (116806),
(CYP2U1 (610670), CYPTBI (603711), DARS (603084), DCTNI (601143),
DDHDI (614603), DDHD2 (615003), DYNCIHI (600112), EARS2
(612799), ELOVLA (605512), ERLIN2 (611605), FA2H (611026), FARS2
(611592), FBXOT (605648), FLNA (300017), FUCA1 (612280), GADI
(605363), GAN (605379), GBA (606463), GBA2 (609471), GBE1
(607839), GCDH (608801), GIC2 (608803), GLBI (611458), GM2A.
(613109), GSS (601002), HARS2 (600783), HSD17B4 (601860), HSPD1
(118190), IBAS7 (615316), IFIHI (606951), KCNQ2 (602235), KDM5C N
Spastic Paraplegia (NextGen Sequencing Panel and Copy (314690), KIAAO196 (610657), KIFI A (601255), KIF2A (602591), KIFSA MNG Laboratories NextGen
s 657 (602821), LICAM (308840), L2HGDH (609584), LAMBI (150240), Lavender Top (EDTA) | (www i 8¢ = parap: N 9-May-20
Number Analysis; 380 Genes + mtDNA) [NGS337] LARS2 (604544), LIAS (607031), LIPTI (610284), LYRM7 (615831), com}/Dynacare Sequencing
MARS? (609728), MCOLNI (605248), MOCS1 (603707), MOCS2. 4
(603708), MRE11A (NA), MRPS22 (605810), mDNA (NA), MTPAP
(613669), NIPAL (608145), NTSC2 (600417), OPA3 (606580),
PAFAHIBI (601545), PDHX (608769), PHGDH (606879), PLA2G6
(603604), PLP1 (300401), PNPLAG (603197), PSAP (176801), PSENI
(104311), REEP1 (609139), REEP2 (609347), RNASEH2B (610326),
RTN2 (603183), SACS (604490), SCN2A (182390), SEPSECS (613009),
SLC16A2 (300095), SLCI19A3 (606152), SLC2A1 (138140), SLC30A10
(611146), SLC33A1 (603690), SODI (147450), SOX10 (602229), SPAST
(604277), SPG11 (610844), SPG20 (607111), SPG21 (608181), SPGT
(602783), SPTANI (182810), STXBPI (602926), TAF1 (313650),
TARDBP (605078), TBC1D20 (611663), TFG (602498), TREX1 (606609),
TTC19 (613814), TTR (176300), TUBAIA (602529), TUBGI (191135),
UBQLN2 (300264), UCHLI (191342), VAMP1 (185880), VPS37A.
(609927), VPS53 (615850), WDR45 (300526), WDR62 (613583),
ZFYVE26 (612012), ZFYVE27 (610243).
1. single exon
testing 2. full
) ) ) Centogene AG
Spastic paraplegia 3A, autosomal dominant (182600) 657 ATLI (606439) Lavender Top (EDTA) G g
(www.centogene.com) sequencing 3.
deletion/duplica
tion testing
1. single exon
testing 2. full
o Centogene AG
Spermatogenic Failure-6 (102530) PGF6 (SPATAL6) (609856) Lavender Top (EDTA) G0 gD
(www.centogene.com) sequencing 3.
deletion/duplica
tion testing
1. single exon
testing 2. full
o Centogene AG
Spermatogenic Failure-9 (613958) DPY19L2 (613893) Lavender Top (EDTA) D gD
(www.centogene.com) sequencing 3.
deletion/duplica
tion testing
Molecular Genetics
Laboratory, Hospital for Sick
Children soinaland bulbar AR exon 1
SEinatend Buibaiuscuiay Shrophv AR FrHCeCtoe ersat 958 AR (313700) Lavender Top (EDTA) | (WWW-sickkids.ca/PaediatricL mupscu\aratrophy of | trinucleotide 27-Jun-24
Analysis aboratoryMedicine/Laborato A (CAG) repeat
ries-Services/Molecular- V. analysis
Genetics-
Laboratory/index.htmi)
AR (313700), ASAH1 (613468), ATP7A (300011), BICD2
(609797), DNAIB2 (604139), DYNCLH1 (600112),
HSPB1 (602195), HSPB3 (604624, HSPBS (608014), )
) ) MNG Laboratories
Spinal Muscular Atrophy (NextGen Sequencing Panel and 058 IGHMBP2 (600502), PLEKHGS (611101), SIGMARL TR | e s NextGen .
Copy Number Analysis; 21 Genes) [NGS347] (601978), GPR172A (607882), SLCSAT (608761), SMN1 P i eurogenetics Sequencing
(600354), SMN2 (601627), TBCD (604649), TRPV4 v
(605427), UBAL (314370), VAPB (605704), VRK1
(602168)
sanger no del/dupl; See
Spinocerebellar Ataxia (SCA) Panel (1,2,3,6,7,8,17) 584 Lavender Top (EDTA) North York General individuals tests $378. | "6 also MNG's 14-May-18
e MOL380
B
Spinocerebellar ataxia 1 (601556) 584 ATXN1 (601556) Lavender Top (EDTA) North York General SCA Panel available se;’;ﬁ:ﬁg 5-Aug-20
1. single exon
testing 2. full
Centogene AG
Spinocerebellar ataxia 11 (604432) 584 TTBK2 (611695) Lavender Top (EDTA) entogene gene
(www.centogene.com) sequencing 3.
deletion/duplica
tion testing
) ) ) B
Spinocerebellar ataxia 17 (607136) 584 TBP (600075) Lavender Top (EDTA) North York General SCA Panel available Seqi':‘eczng 28-Mar-23
B
Spinocerebellar ataxia 2 (183090) 584 ATXN2 (601517) Lavender Top (EDTA) North York General SCA Panel available se;’;ﬁ:ﬁg 5-Aug-20
Prevention Genetics
Spinocerebellar Ataxia Type 2 via the ATXN2 CAG Repeat " °
B AL D EI AU S 584 ATXN2 (601517) Lavender Top (EDTA) | (www.preventiongenetics.co FFLA 4-0ct-23
Expansion [12976] o
triplet
Spinocerebellar ataxia 6 (183086) 584 CACNAIA (601011) Lavender Top (EDTA) North York General SCA Panel available ex::n‘;on
) ) ) B
Spinocerebellar ataxia 7 (607640) 584 ATXN7 (607640) Lavender Top (EDTA) North York General SCA Panel available Seqi':‘eczng
B
Spinocerebellar ataxia 8 (608768) 584 ATXNS (613289) Lavender Top (EDTA) North York General SCA Panel available se;’;ﬁ:ﬁg
1. single exon
testing 2. full
Centogene AG
Spinocerebellar ataxia type 27 (609307) 584 FGF14 (601515) Lavender Top (EDTA) entogene gene
(www.centogene.com) sequencing 3.
deletion/duplica
tion testing
Spinocerebellar Ataxia,
Autosomal Recessive 8
) ) o Prevention Genetics (610743); Emery-
B bellar Ataxia, Autosomal R 8 via the SYNEL
GRS R AT LRI TS WD 584 SYNE1 (608441) Lavender Top (EDTA) | (www.preventiongenetics.co | Dreifuss Muscular NGS 19-Jan-23
Gene Exons 2-146 [11729]
m) Dystrophy 4,
Autosomal Dominant
(612998)
COL2AL, COL9AL, COL9A2, COL9A3, COLITAL Connective Tissue Gene Test NextGen
Stickler syndrome NGS panel [5127 567 ’ . g g ’ Lavender Top (EDTA)
ickler syndrome NGS panel [5127] COL11A2, VCAN avender Top (EDTA) (www.ctgt.net) Sequencing
Mayo Clinical Laboratories
Sterols, Plasma [STER] 1721 Plasma EDTA. Store frozen. | (www i Includes 10-May-22

ies.com)




Surfactant NGS Panel

ABCA3 (601615), NKX2-1 (600635), SFTPB (178640),
SFTPC (178620)

Lavender Top (EDTA)

Fulgent Genetics
(fulgentdiagnostics.com)

Surfactant metabolism
dysfunction,
pulmonary, 2 (610913)

Random urine sample.

Hospital for Sick Children

Sulfatides, Uri 1195 ° 17-May-22
uatides, Brine Store at-20C. (Rapid Response Laboratory) v
" . . hemophagocytic
Hospital for Sick Child s
Syntaxin 11 STX11 (605014) Lavender Top (EDTA) (Ra°f:"zzs Z’ns‘: Lab;r:o"r )| tymeohistocytosis | ?:‘ec:n
piCResp Y (HLH) (603552) ! 8
Anti-Sm, ULRNP, Ro52/TRIM21, SSA/Ro60, SSB/La,
Systemic Lupus Erythematosus Panel 1863 PCNA, dsDNA, Ku, Gold SST; CSF Mitogen 17-May-24
Ribosomal-P, Chromatin
Red Top (preferred); Gold | Mayo Clinical Laboratories
T3 (Triiodothyronine), Reverse, Serum [RT3] 1649 SST. Store at 4°C (28 days) or | (www.mayomedicallaborator LC-MS/MS 4-Mar-21
frozen (28 days). es.com)
Prevention Genetics oy Sachs Disease
Tay-Sachs Disease via the HEXA Gene [7889] HEXA (606869) Lavender Top (EDTA) | (www.preventiongenetics.co | =" TR NGS 10ul-23
m)
Lavender Top (EDTA)- 10 T
L. St t RT. S: 1 epeat Diagnostics
Telomere Length Measurement 1166 mi-Store atRY. SamPIe - repeatdiagnostics.com). Flow FISH 20-Nov-23
OK for 2 days only - same
Vancouver, B.C.
day send out.
Red Top (only). Promplty
separate into screw
) capped vial. No other tube
Thiosulfate, Serum/Plasma [44725P] 92 NMS Labs Le-MS/MS 6-May-19
type accepted. Serum
stable for 24 days at 4°C
or-20°C.
Plastic container (no
) ) preservatives). Store only
Thiosulfate, Urine [4472U 920 NMS Lab: Lc-Ms/Ms 6-May-19
iosulfate, Urine [4472U] at4°C. Stable for 30 days. abs i v
Rejected if frozen.
ADAMTS13, ANKRD26, CYCS, ETV6, GATAL, GP1BA, et Genatics
Thrombocytopenia NGS Panel 1076 GP1BB, GP9, ITGA2B, ITGB3, MASTL, MPL, MYHS, Lavender Top (EDTA) e 24-0ct-18
(fulgentdiagnostics.com)
RUNX1, WAS
Point mutations - KRAS, HRAS, NRAS, BRAF, PIK3CA
Rearrangements/translocations — RET/PTC1,3, PAX8, ) v Groupe TMTC TERT available at no ON HOLD. chmrc:c
ThyGenX 1680 PPARgamma Fine needle aspirate approval by head of |  21-Jan-21
(https://grouptmtc.com) added cost o
Point mutations - KRAS, HRAS, NRAS, BRAF, PIK3CA
ThyGenX/ThyraMIR (reflex) 1680 Rearrangeme"mra:;fr:a;:r:; RET/PICLS, PR, Fine needle aspirate EEIAE TERT available at no o ”mwrf ‘i‘“‘l"‘? 21-Jan-21
approval by head of Jan-
V! v & P (https://grouptmtc.com) added cost HINE L ST
Groupe TMTC
(https://grouptmtc.com) Le
Groupe TMTC Molecular
X X testing NextGen Requires approval by
ThyroSeq v.3 CCED Fine needle aspirate 181 Boul Hymus suite 200 Sequencing head of OOP Rzt
Pointe Claire P.Q.
1.833.693.8960 Office
514-949-8962 Mobile
Thyrotropin Releasing
Hormone must be ) )
collected with the TRH InterScience Institute
Thyrotropin Releasing hormone 1572 Preservative tune (530), | (WWwinterscienceinstitute.c RIA 19-Jan-23
Ship specimens frozen in om)
dry ice.
Serum (Gold SST or Red
Tissue Transglutaminase Abs (IgA & IgG) assay [TTIGAG] erum °T°p) or Re Hospitals-In-Common cLA 16-Mar-17
Royal Blue EDTA only. No
gel tubes. Separate
Titanium, Plasma 202 within30 min. Transfer Hospitals-In-Common 28-1u-20
plasma to plastic
container.
Cinncinatti Children's
TMA Profile aHUS/TTP [7215217] (ADAMTS13 Activiy; C3; C4;
rofile aHUS/TTP { 16 BB 1306 Hospital (Diagnostic January 14, 209
Factor B; Factor I; Factor H; Factor H Autoantibody) ]
Immunology Laboratories )
For CSF, use Sarstedt CSF
Tube 62610018
Collect CSF dircely into
Sarstedt tubes and fill the tube Reduire:
DS i e BC Neuroimmunoloy Neum:g enerative
Total-Tau (T-Tau) 140 specimen must not be ey Lumipulse & 6-Jun-24
i (beneuro.ca) Profile Requisition
aliquoted from a regular
. Form
collection tube. Ifthe first
ImL collected is hemolyzed,
discard and continue
collection with a new tube,
ADULT Syndrome
(103285); Limb-
Mammary Syndrome
(603543); Hay-Wells
Syndrome (106260);
Rapp-Hodgkin
Prevention Genetics Ectodermal Dysplasia
TP63-Related Disorders via the TP63 GENE [8263] P63 (603273) Lavender Top (EDTA) | (www.preventiongenetics.co Syndrome NGS 10ul-23
m) (129400);Split-
Hand/Foot
Malformation 4
(605289); Ectrodactyly,
Ectodermal Dysplasia,
And Cleft Lip/Palate
Syndrome 3 (604292)
TPSABI (Tryptase) Copy Number Analysis 1395 TPSAB1 Lavender Top (EDTA) Gene by Gene He{:f:t:?c:ipaha ddPCR 20-0ct-21
Pre-load: Morning void
) . ) ) urine. Freeze immediately. Denver Genetics
Trimethyl (TMA) and TMA N-oxide (TMAO), Ui : : ) _— )
rimethylamine (TMA) an oxide ( ) Urine 1468 Post-load (5 g choleine): Laboratories trimethylaminuria MS/MS price per sample 14-Jan-19

(quantitative) [L6949]

collect urine 12-h after
lead. Freeze immediately.

(www.DenverGenetics.org)




Serum. Store and send

pancreatic dysfunction

NOT AVAILBLE
CURRENTLY; on

Trypsinogen [TRGEN] 207 In-Common Laboratories RIA Guthrie card in 13-Aug 24
fozen (e CF) Quebec as newborn
screening
Tuberous sclerosis-1 | NextGen
" Prevention Genetics N
Tuberous Sclerosis Complex Panel [10661] 783 TSC1 (605284); TSC2 (191092) Lavender Top (EDTA) (191100); Tuberous | Sequencing + 10-0ul-23
(www.preventiongenetics.com) 8
sclerosis-2 (613254) | del/dupl (MLPA)
Prevention Genetics m‘t"g:;t:"g:r’;“a}: R::r"“:rs
Type VI Collagenopathy via the COL6A1 gene [11197] COL6A1 (120220) Lavender Top (EDTA) (www.preven:;ngenencs.co T ;ethl:rr:{ sequ:‘cing 10-Jul-23
myopathy (158810) [487)
Congenital Myasthenic
Syndrome,
Acetazolamide-
Responsive (614198);
Potassium Aggravated
Myotonia (608390);
Prevention Genetics Paramyotonia Replaces
TYPE IV VOLTAGE-GATED SODIUM CHANNEL (ALPHA " : " Sanger
SCNAA (603967, Lavender Top (EDTA) preventi tics.co | Congenita OF V 104ul-23
SUBUNIT)-RELATED DISORDERS VIA THE SCN4A GENE [11645] ( ) avender Top (EDTA) | (www.preventiongenetics.co | - Congenita Of Von sequencing
m) Eulenburg (168300); o
Hypokalemic Periodic
Paralysis, Type 2
(613345);
Hyperkalemic Periodic
Paralysis; HYPP
(170500)
) ) Ulirich congenital
Prevention Genetics NextGen
COL12A1, COL6A1 (120220), COL6A2 (120240), " * muscular dystrophy )
Type Vi-Related Collagenopathy Panel [10183 Lavender Top (EDTA) preventiongenetics.co Sequencing + 104ul-23
\ genopathy Panel [10183] COL6A3 (120250) RETEETT (DY | (e e "m') BENENICS.CO | (554090) and Bethlem ‘:‘;V’;‘: Ig
myopathy (158810) g
o Angelman Syndrome Sanger Requires local
UBE3A Full Gene Sequencing Analysis [MOL093] UBE3A (601623) Lavender Top (EDTA) | (www.medicalneurogenetics.| '8 V! ger quire: 14-May-20
(105830) sequencing | methylation study
com)/Dynacare
diagnosis of Gilbert
- ) (143500) or Crigler-
Mayo Clinical Laboratories
UDP-Glucuronosyl Transferase 1A1 (UGT1AL), Full Gene ° Najjar Sanger
5 1340 UGT1AL (191740 Lavender Top (EDTA) 12-Sep-23
Sequencing, Varies [UGTFG] ( ) avender Top (EDTA) | (www. e (218800 and 606785); | sequencing B
. irinotecan & others
sensitivity
McMaster University
Unknown alpha-chain Hemoglobin Variants 820 HBAT (141800)/HBA2 (141850) Lavender Top (EDTA) | Medical Centre, Molecular | also availble at CHUM 13-Nov-19
Genetics Laboratory
McMaster University
Unknown beta-chain Hemoglobin Variants 820 HBB (141900) Lavender Top (EDTA) | Medical Centre, Molecular | also availble at MUHC 13-Nov-19
Genetics Laboratory
Mayo Clinical Laboratori
Uroporphyrinogen Decarboxylase (UPG D), Whole Blood Green ton. 2 mL 4°C o ‘W;fm‘"::‘e :ic:"r:b‘:r‘::m Porphyria Cutanea
[UPGD] (bl v -may Tarda (176100)
ies.com)
Mayo Clinical Laboratories
Serum. Stable 21 d at 4°C
Usteki Quantitation with , Serum [USTEK] 1465 erum. Stable 21 d at (www.mayomedicallaborator 12-Jul-22
(preferred) or -20°C. :
ies.com)
Inclusion body
Prevention Genetics myopathy with early-
VALOSIN-CONTAINING PROTEIN-RELATED DISORDERS VIA NextG
TR VCP (601023) Lavender Top (EDTA) | (www.preventiongenetics.co | onset Paget disease Se:;‘enz,':‘g 10-Jul-23
m) and frontotemporal
dementia (167320)
Lavender Top (EDTA);
T";:;Zd' ‘t: :elrs‘;e;‘d‘i " | Mayo Clinical Laboratories
Vascular Endothelial Growth Factor (VEGF), Plasma [VEGF] 213 P -SPIN - (ww.mayomedicallaborator POEMS
down and send 1 mL of e
EDTA plasma frozen ina g
plastic vial.
Gold SST. Centrifuge and | Cincinatti Children's Hospital
) transf toplasti Translational Trial
Vascular Endothelial Growth Factor D (VEGF-D) 213 HCIR LIS (Translational Trials LAM, TSC ELISA 24-Feb-21
container. Store at-20°C. | Development and Support
Transport frozen. Laboratory (TTDSL) )
Preferred: SPECIAL BROWN
TUBE. 10 ml EDTA plasma 5
containing the G.1. VIPomas, hepatic
Preservative should be InterScience Institute cirrhosis, and the G GES
Vasoactive Intestinal Polypeptide (VIP) 211 collected and separated as | (www.interscienceinstitute.c | ~ Verner-Morrison's List price $175 25-Jun-24
° sa
soon as possible. Freeze om) (Watery Diarrhea) v
plasma immediately after Syndrome
separation. Also acceptable:
EDTA plasma
) . Lavender Top (EDTA); bone | Mayo Clinical Laboratories
UBRLELnQuaniiativ g Do O WX Sy d s DI 1395 marrow aspirate; DNA. Must | (wwiw.mayomedicallaboratories.c ddPCR 5-May-24
Digital PCR, Varies [UBAIQ] :
be reeived in 7 days of draw. om)
Ist choice CSF; 2nd choice '
j BCN !
LGI1 and Caspr 2 (VGKC antibodies) 54 LGI1 and Caspr2 (Voltage gated potassium chanel) SERUM has reduced e:m‘mm“"" o8y 18-Apr-24
sensitivity. ‘ cneuro.ca)
nicotinic acid, nicotinamide (main form, NAD Plasma EDTA. Store Wio R Lt e
Vitamin B3 and Metabolies, Plasma [VITB3] 218 i, nicotinamide (main form, NAT (htps://wwwmayocliniclabs.com niacin Le-Ms/Ms 239023
precursor), nicotinuric acid (inactive metabolite) | frozen. Stable for 28 days. i
Red top; Collection
nstructions:Fasting= (L
ight (12-14 h layo Clinical Laboratories
Vitamin K1, serum [VITK1] 1464 overnight (12-14hours) | (00 mayoiniclabs.com LC-MS/MS 23-Jul-23
(infants-draw prior to next )
Jindex htmi)
feeding). Store at 4°C or
frozen (30 d). Send frozen.
) Fulgent Genetics Vitamine D dependant |  NextGen
CYP27B1 Single Gene Test 897 CYP27B1 (609506 Lavender Top (2 x 4 ml) 23-Mar-21
ingle Gene Tes ( ) avenderTop (2x4mb) | ¢ oot diagnostics.com) | rickets typel (264700) | Sequencing
Gold SST. Serum ONLY.
Centrifuge and transfer | oo Lambert-Eaton
Voltage Gated Calcium Channel Antibodies (VGCC Ab) 53 serum to plastic container. F— 8Y | Myasthenic Syndrome RIPA 18-Apr-24
Store at -20°C. Transport i (LEMS)
frozen.
Prevention Genetics
Von Hippel-Lindau Disease via VHL Gene [7523] 261 VHL (608537) Lavender Top (EDTA) | (www.preventiongenetics.co NGS 10-0ul-23

m)




Also available:
1. Warburg Micro
syndrome Sequencing

University of Chi 11500 2. | NGS+array-
Warburg Micro Syndrome Comprehensive Panel [1316] RABLS; RABIGAP1; RAB3GAP2 (609275); TBC1D20 |  Lavender Top (EDTA) niversty of Chicago | - panel $1500 aray 19-Jan-23
Genetic Services Laboratories|  Warburg Micro caH
syndrome
Deletion/Duplication
panel $1545
Fulgent Genetics NextGen
Weaver Syndrome (EZH2 Single Gene Test) (277590) EZH2 (601573) Lavender Top (2 x 4 mL) gent Gene Sequencing + 19-Jan-23
(fulgentdiagnostics.com)
del/dup!
Prevention Genetics
WILSON DISEASE / HEPATOLENTICULAR DEGENERATION VIA Wilson Disease NextGen
1185 ATP7B (606882 Lavender Top (EDTA preventi tics. ! 10ul-23
THE ATP7B GENE [7871] ( ) avender Top (EDTA) | (www. pre"e"":?”gene 1cs.co (277900) Sequencing
B X-linked )
Pediatric: 1 x 1.8 mL blue top Alberta Precision (e Ir"olieferative To be accompanied
XIAP Protein Expression [XLP2] 817 sodium citrate, Adult: 1x 8.5 Laboratories (Flow Vs : dr;me o by normal control |  30-Jan-24
mL yellow top ACD-A. Cytometry - Calgary) Y e sample
Prevention Genetics NGswith
X-Linked Adrenoleukodystrophy via the ABCD1 Gene [7557] 849 ABCD1 (300371) Lavender Top (EDTA) | (www.preventiongenetics.co e 20-Apr-24
m)
) ) Congenital Stationary
Prevention Genetics
X-Linked Complete Congenital Stationary Night Blindness " : night blindness, X- NextGen
NYX (300278 Lavender Top (EDTA) preventi tics. b 10ul-23
(CSNB1) via the NYX Gene [8705] ( ) avender Top (EDTA) | (wwwpreventiongenetics.co | L o'y oy Sequencing

m)

(310500)
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