Appelation approuvée de I'analyse ou maladie associée [avec numéro de
phénotype MIM] / Approved test name or Associated Disease [with MIM Phenotype
Number]

Code Test / Test Code
(Dictionnaire MSSS)

LISTE DES ANALYSES EFFECTUES HORS-QUEBEC
List of testing done out of Québec
LABORATOIRES CLINIQUES CUSM/ MUHC CLINICAL LABS

REGLES DE MANUTENTION / Handling Conditions

LABORATOIRE DESIGNE / Designated laboratory

RENSEIGNEMENTS SUR L'ANALYSE / Test
details

Centre universitaire
de santé McGill

METHODE / Methode

W

NOTE PARTICULIERE /
Special comment

McGill University
Health Centre

Date de la
révision / Date of
revision

Gold Top or Red Top (Serum) or Lavender (plasma).
" Centrifuge and aliquot serum to transport tube within one hour Enzymatic, colorimetric
X 7 3 /Iwww. . 10-Jan-21
1,5-anhydroglucitol (GlycoMark) [500115] [GLYC] 1465 of collection. Store and ship frozen. Stable at -20°C for 14 LabCorp/Dynacare (https:/A labcorp.com/) assay. jan
days.
15 Mold Panel 1465 In-Common Laboratories Done at Aletess 12-Mar-20
2,3-Dinor-11Beta-Prostaglandin F2 Alpha, 24 Hour, Urine q Urine. No preservative. Collect for 24-h or random sample. Mayo Clinical Laboratories Isnycsl‘:‘;‘:‘r:; ;"yﬂ“;";‘?::s‘g‘:;‘u:s" ::;:g::ldfsggi SIS May also order 04-Mar-21
[23BPT] Refrigeate 4°C during collection. Store frozen. (www.mayomedicallaboratories.com) PROSTAGLANDIN F2 ALPHA Leukotriene E4
34-plex Cytokine Panel 1523 Serum. Store at -20°C. OncoHelix 27-Sep-23
Collect 1 milliliter of CSF. Spin sample if contaminated with MNG Laboratories
5-Methyltetrahydrofolate (CSF) [NCO01] red blood cells and freeze the clear CSF at -80°Celsius. Store . N Cerebral folate deficiency 14-May-20
PP (www.medicalneurogenetics.com)/Dynacare
frozen at -80°Celsius.
No longer available at
68KD (HSP-70) Antibodies [F68KD] 1280 Red Top (preferred); Gold SST. Store at -20°C. Mgy Gl e Lo auoimmune hearng oss s 03-May-22
(www.mayomedicallaboratories.com) oreille interne
(anticochlee)
Karolinska University Hospital at Huddinge
8-hydrox acyclovir and 9-carboxymethy guanosine 1465 Serum. Red Top preferred over gel. Clinical Pharmacology Laboratory, C2:69 SE- LC-MS/MS 08-Jan-22
141 86 kholl
al-Acid glycoprotein [ALAGP] Serum. Freeze if > 72 hours In-Common Laboratories O T e ot ! y 06-Sep-18
Tier 1: sequencing for
commom mutations
/ABCC6 Gene Analysis in Pseudoxanthoma Elasticum [2642] 1323 ABCCS (603234) Lavender top (EDTA) GeneDx (www.genedx.com) Pseudoxanthoma Elasticum (264800) [2641]; Tier 2: full gene 15-Sep-22
sequencing [2642];
del/dupl (MLPA) [906]
Acetaminophen [ACETA] Serum In-Common Laboratories quantitation; to determine clearance 06-Sep-18
Acetylcholine Receptor Antibodies with reflex to Muscle o .
Specific Tyrosine Kinase Antibodies (MuSK Ab) 18 Serum (Gold SST) ONLY. Store at -20°C. BC Neuroimmunology (bcneuro.ca) myasthenia gravis RIPA 09-Aug-22
RIPA -first performed
Acetylcholine Receptor Antibodies, Qualitative (AChR Ab, . 91020 qualitative test. If
-20°! h -Jul-
91020) 18 Serum (Gold SST) ONLY. Store at -20°C. BC Neuroimmunology (bcneuro.ca) myasthenia gravis positive tham 91021 22-Jul-23
quantitative test
RIPA -first performed
Acetylcholine Receptor Antibodies, Quantitative (AChR Ab, q S 91020 qualitative test. If
-20°! h -Jul-
91021) 18 Serum (Gold SST) ONLY. Store at -20°C. BC Neuroimmunology (bcneuro.ca) myasthenia gravis positive tham 91021 22-Jul-23
quantitative test
Acyclovir, Serum/Plasma [0158SP] 1325 Red Top or Lavender Top (NOT SST). Store frozen at -20°C. NMS Laboratories LC-MS/MS 27-Apr-22
ADAR Full Gene S ing Analysis [MOL309 R @ Lavender Top (EDTA MNG Laboratories Aicardi-goutieres syndrome 6 (615010); s . NGS Panel availabl 14-May-20
ull Gene Sequencing Analysis [| ] ( ) avender Top (| ) R medicalneurogenetics.com)/Dynacare e anger sequencing anel available -May-
Michael Hershfield, M.D.
418 Sands Building
5 5 . 5 303 Research Dr, Duke Univ Med Cent
Adenosine Deaminase and Purine Nucleoside Phosphorylase 11 Guthere card + 1 mL EDTA plasma. Keep at RT. Durham, North Carolina 27710 12-Aug-22
USA
Tel: 919-684-4184
Adenosine Deaminase, Pleural Fluid [FADPF] 1 Must be frozen within 24 hours of collection. No freeze/thaw Mayo Cllml?al Laboraw(les Ultraviolet 11-Feb-21
cycles. (www.mayomedicallaboratories.com) Spectrophotometry
Draw blood in a plain red-top or Gold SST, serum gel tube(s) Mayo Clinical Laboratories
Adiponectin [FADIO] is acceptable. Spin down and send 1 mL of serum refrigerated Y . . ELSIA HIC: RUO 31-Oct-20
. L N - N (www.mayomedicallaboratories.com)
in a plastic vial. Store frozen. Overnight fasting is required.
ADmark® Phospho-Tau/Total-Tau/Ab42 Analysis & Cerebrosplnalfluld ((csin), 2l POLYPROPYLEN.E WSS Athena Diagnostics Alernate site : MML
Interpretation, CSF (Symptomatic) [177] 596 ONLY:. Stability: Room temperature: 72 hours, Refrigerated: (www.athenadiagnostics.corm) Alzheimer Disease (104300) ELISA Y —— 13-Dec-22
P ' ymp 21 days, Frozen: 4 months. Store & ship at -20°C. h 9 .
Adrenal hyperplasia due to 21-hydroyxlase deficiency (201910) 1326 CYP21A2 (613815) Lavender Top (EDTA) Alberta Mol Dx Laboratory (Calgary) sequencing & MLPA 07-Mar-22
ON HOLD. Requires
Afirma GEC 1680 Fine needle aspirate Groupe TMTC (https://grouptmtc.com) approval by head of 21-Jan-21
OO0P
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Agammaglobulinemia 1, Autosomal Recessive
- SUD1A Rebed Lymbopionie Do XLoked | Massively Parallel
Agammaglobulinemia Panel, Sequencing (9 Genes) and BLNK, BTK, CD79A, CD79B, IGHM, IGLL1, LRRC8A, q : e D i onic
Deletion/Duplication (6 Genes) [2011151] 2o PIK3RL, SH2DIA levemara (E) AP L =5 (T HO G e+ aemitche | Oligonucleotide-based
N i S CGH Microarray
+ Agammagobulinemi 7, Autosoal Recessive
AGXT Gene, Full Gene Analysis [AGXMS] AGXT (604285) Lavender Top (EDTA) Mayo Clinical Laboratories e E ) || S S
(www.mayomedicallaboratories.com) MLPA
/ADAR (601059); ALDH7AL (107323); RNASEH2A
Aicardi-Goutieres Syndrome (NextGen Sequencing Panel and (606034); RNASEH2B (610326); RNASEH2C MNG Laboratories o :
Copy Number Analysis; 6 Genes) [NGS344] (610330); SAMHDL (606754); TREXL (606509) LRI W) (EDUY) (www.medicalneurogenetics.com)/Dynacare BRI TSR INEEEn ey HANEAY
ALA Dehydratase [ALAD] Green Top (Na heparin), 4° (;I:Jlr;{y.Do not freeze. Send M-W (- Camm LR GrES Am\nulevullnplix‘!:rse(:{;;a;;;e Deficiency Sent to USA 06-Sep-18
Inselspital Bern
RED TOP ONLY. Serum without gel, centrifuge immediatel REIEEERED
Albendazole 1917 e collection frecse am?sl;i with 3 ice Y Zentrum fiir Labormedizin e — 06-Apr-21
! P Y Zentrale Annahme INOF / z. Hd. Y. Aebi
CH-3010 Bern, Switzerland
Albright's hereditary Osteodystrophy (103580) 440 GNAS (139320) Lavender Top (EDTA)2x 4 mL Fulgent Genetics (fulgentdiagnostics.com) Albright's hereditary Osteodystrophy (103580) NextGen Sequencing 28-Feb-20
Alexander Disease via the GFAP Gene [3775] 979 GFAP (137780) Lavender Top (EDTA) g P:izse"rtl't‘i’gnis:::i'sz - Alexander disease (203450) Sanger sequencing 10-Jul-23
AP Collect 1 milliliter urine (random) and freeze at -20°Celsius. MNG Laboratories
i ipi i i ialdehy ) - N Pyridoxine-dependent epilepsy (266100 14-May-2
alhaanicadpictepiael e G IMER0] & SIHEED Store frozen at —20°Celsius and ship frozen. (www.medicalneurogenetics.com)/Dynacare AT B R R J R 220
Specimen: Whole Blood
- . Alpta-aminoadipic Cu.nt-auner(s): Dfirk Green/Sf:dlum Hep.arm orLt. } Seattle Children's Hospital.
Alpha aminoadipic semialdehyde (Whole Blood) [AASA] 12 semialdehyde Green/Lithium Heparin Tube. Reject due to: If sample is not " e Pyridoxine-dependent epilepsy (266100) 20-Nov-23
spun and frozen within 1 hour of collection. 48 hr storage at - v 9
20 C is acceptable. Store plasma at -70°C.
Attn: Norine Freedman or Lynn Coleman
Special Chemistry Laboratory
ALPHA-1-ANTITRYPSIN DEFICIENCY (613490) 1395 SERPINAL (104400) Lavender Top (EDTA) 1%;‘;";5;:;;"{:‘:&11 e Sanger sequencing
Vancouver, B.C. V6Z 1Y6. Contact Dr. A.
Mattman BEFORE sending sample.
ALPHA-1-ANTITRYPSIN DEFICIENCY (SERPINAL Single q q 9 ALPHA-1-ANTITRYPSIN DEFICIENCY
Gene Test) (613490) ¢ o 1395 SERPINAL (104400) Lavender Top (EDTA) Fulgent Genetics (fulgentdiagnostics.com) (61340 Preferred 03-Feb-22
Alpha-1-Antttrypsin, Random, Feces [A1AF] 1465 Random fecal sample (5 g). Store frozen for up to 14 days iy @t LTS Immunonephelometry 20-Apr-23
P Typsin, ' P 9 P Y (https://www.mayocliniclabs.com/index.html) P
Alpha-aminoadipic Collect 1 milliliter of CSF. Spin sample if contaminated with N N
Alpha-aminoadipic semialdehyde (CSF) [NC08] 12 semialdehyde red blood cells and freeze the clear CSF at -80°Celsius. Store . s LaboraFones Pyridoxine-dependent epilepsy (266100) MS/MS Secioll e pati 14-May-20
frozen at -80°Celsius (www.medicalneurogenetics.com)/Dyncare plasma
Alpha-Subunit Pituitary Tumor Marker, Serum [APGH] 55 Red Top G Myzsfé':éf:;ﬁ’;’;ﬁ':;wm) Alemate name: Alpha Glycoprotein Suburic 12-Sep-22
Alpha-Thalassemia (604131) 826 HBAL (141800); HBA (141850) Lavender Top (EDTA) Molecular Genetics Laboratory - McMaster D Sanger sequencing & f o - ailable at CHUM |  23-Jan-23
University Medical Centre del/dupl
Alport Syndrome NGS Panel 785 COL4A3, COL4Ad4, COL4A5 COLAAG Lavender Top (EDTA) Fulgent Genetics (fulgentdiagnostics.com) NextGen Sequencing 03-Feb-20
5 q i q q N 9 For known mutations
Alzhelmer Disease, Familial or Cerebral Amyloid Angiopathy 508 APP (104760) Lavender Top (EDTA) Preventlt?n Genet.lcs NGS only. Otherwise use 10.3ul-23
via the APP Gene [4557] (www.preventiongenetics.com)
Fulgent panel.
AMELOGENESIS IMPERFECTA VIA THE DLX3 GENE Prevention Genetics Tricho-Dento-Osseous Syndrome (190320); .
[9061] DLX (600525) Lavender Top (EDTA) (www preventiongenetics.com) Amelogenesis Imperfecta, Type IV (104510) NextGen Sequencing 10-Jul-23
Aminolevulinic Acid Dehydratase (ALAD), Whole Blood o Mayo Clinical Laboratories Aminolevulinic Acid Dehydratase Deficiency
[ALAD ] e E, Ry (www.mayomedicallaboratories.com) Porphyria (612740) SR
9 9 Mayo Clinical Laboratories ADD CHARGE FOR
AMYLOID PROTEIN ID, PAR, LC MS/MS [AMPIP] 1123 Paraffin section R (el s ) LC-MS/MS MICRODISSECTION 06-Jul-18
Amyloid Related Disorders [NGS380] 1377 Lavender Top (EDTA) LIS (LABeintes NGS 21-Mar-23
(www.medicalneurogenetics.com)/Dynacare
Amyotrophic Lateral Sclerosis / Motor Neuron Disease via the Prevention Genetics .
N ) -Oct-2.
FUS Gene [6927] 853 Lavender Top (EDTA) 2x 4 mL R preventiongenetics.com) NextGen Sequencing 04-Oct-23
FromotemporalDementia AndlOr Amyorophic Liteal Scerosis
. ;. : o i i (105550, Amyotrophic Lateal Sleross Type 6 (BALE0); Amyotrophic
AT 83 e et o b e Lavender Top (EDTA) (o precentonenetiecom) LG T ) Ayt |- Nex(Gen Sequencing 10-u-23
P46 E7X 5001 SGRTML TAPLS TARDRS T TREMS TURAARGL INCIA VAR VEP (Www.p! ger e
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ANDERSEN CARDIODYSRHYTHMIC
PERIODIC PARALYSIS (proper name); Andersen
Andersen-Tawil syndrome (170390) KCNJ2 (600681) Lavender Top (EDTA) Invitae (www.invitae.com) ?gg:‘g";g;z?ﬂ"fg&qsﬁg;m; 10-Jul-23
SENSITIVE CARDIODYSRHYTHMIC TYPE
Genome Diagnostics Methylation-Specific-
Angelman Syndrome: Methylation and Copy Number Analysis' 311 SNRPN Lavender Top (EDTA) iR Depanment’\;;;iei::;amc RIS IR 19-Feb-20
The Hospital for Sick Children

Angelman Syndrome: UPD 15 Analysis Genome Diagnostics

311 Lavender Top (EDTA) frelDepaimentor ?agdlalrlc ety STR analysis 19-Feb-20

Medicine
The Hospital for Sick Children
Angiotensin Converting Enzyme (ACE), CSF 1919 CSF. Store Frozen In-Common Laboratories
Anti-AAV9 Antibody Screening 1465 Serum. Use Gold SST. Store frozen. Viroclinics Biosciences Use NPC 12-Dec-22
Anti-ATIR Antibody 1465 Serum. Store frozen, Leriom (LA PETELETES SRR Errap = Ty i 31-Aug-21
Laboratory
égt;b)omes (e e EE TR (BB (NElRAD 1465 Serum (Gold SST). Store at -20°C. BC Neuroimmunology (bcneuro.ca) myasthenia gravis CBA 31-Oct-20
Anti-C1Q Ab, 19G (RDL) [520147] 1402 Serum. Store and send frozen. Stable for 60 days. LabCorp/Dynacare (https://www.labcorp.com/) ELISA 07-May-21
Anti-DNAse B Titer, Serum [ADNAS] 1465 Serum (Gold or Red Top). Stableufor 28 days at 4°C (preferred) Mayo Cllnlqal Laborato(ies Nephelometry 23-3ul-23
or -20°C. (www.mayomedicallaboratories.com)
g;gédsZ?NA (et i) ALy AT e (Relk) 1465 Serum (Red Top or Gold SST). Store at -20°C. LabCorp/Dynacare (https://www.labcorp.com/) RIA 23-Nov-20
Anti-DSF70 2004 Mitogen 21-Sep-23
Draw blood before infusion for patients on treatment. If a
specimen is being drawn due to an infusion reaction, please
N B wait between 4 and 24 h to allow ERT to clear from blood. y Antibody produced in patients on Enzyme
Anti-Elaprase antibody 1406 (Gl i) o ) () S o S e e Gl LabCorp (https://www.labcorp.com/) Replacement Therapy for Hunter syndrome (MPSIT)
collection ; if not possible to send it the same day of collection
keep frozen at - 80C until shipping)
Anti-Enterocyte Antibody 1404 Serum. Store frozen. Ui Chl!dren St Gl 23-Mar-20
(https://www.testmenu.com/chop)
Anti-GMCSF Autoantibodies [GMCSFA] 1279 Serum gel (Gold top); Freeze at -70°C. National Jewish Health Laboratories ELISA 23-May-19
Anti-IFNg Autoantibody [IFNGE] 1147 Gold SST or Red Top. 2-8°C for 48 hours, >1 month at -70°C National Jewish Health Laboratories 18-Mar-21
Anti-IgA [FIGA] 908 Gold SST D G DA 04-Mar-21
(www.mayomedicallaboratories.com)
Anti-lgLON5 1465 Gold SST BC Neuroimmunology (bcneuro.ca) CBA 19-Jan-23
Anti-Nucleolar Envelope/N Test Panel 1741 Mitogen RUO 21-Sep-23
- T ——— Same price for all anti-
Anti-TB Drug 58 i o o PR s Serum National Jewish Health Laboratories TOM LC/GCMS/LCMS TB drugs per 2020-20-29
yrazinamide; Rifampin B el
Anti-THSD7A (thrombospodin) 1465 Gold SST; store serum at -20°C. Mitogen Advanced Diagnostics primary membranous nephropathy CBA 21-Sep-23
Molecular Genetics Laboratory, Hospital for Sick|
Children Sanger sequencing:
Apert/Pfeiffer Syndrome (recurrent mutation in FGFR1 gene) FGFRI (136350); FGFR2 (176943) Lavender Top (EDTA) (www.sickkids.ca/PaediatricLaboratoryMedicine c'a"'“5""05‘“5‘Ssme,:,::"‘("lg’l';‘zé;“m“)‘ Peiflerl  EGER2 (exon 7);
/Laboratories-Services/Molecular-Genetics- FGFR1 (p.Pro252Arg)
Laboratory/index.html)
o s Mayo Clinical Laboratories
» 3 - -May-21
Atripiprazole (Abilify) [FARI] 1142 Red top tube ( Gold top SST tube not accepted) R T e e ) LC-MS/MS 05-May-
saccs wova e .cw.fk caeca
Arrhythmia Panel [CA1601] 289 e Lavender Top (EDTA) [2 tubes] Blueprint Genetics http://blueprintgenetics.com/ NextGen Sequencing 20-Feb-20
NG LoB3LEUD? LNV WS AT YA 02
Arthritis Panel 1465 Serum gel (Gold top) Mitogen Advanced Diagnostics 21-Sep-23
Serum: Collect serum specimens in serum separator or red top
tube. Allow blood to clot for 30 minutes, then centrifuge.
. " R n N H : o/ . . Performed at CHUM.
Aspergillus Antibody by Immunodiffusion [324] Pipette serum into a plastic screw cap vial. STABILITY MiraVista Diagnostics For Microbiolo 08-Sep-22
Refrigerated: 14 days 9y
Frozen: 6 months
Ataxia Repeat Expansion Panel [4101] 583 Lavender Top (EDTA) pLEReichicang G.ene“c KR 14-Nov-23
Laboratories
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Ataxia/Episodic Ataxia Disorders (NextGen Sequencing Panel MNG Laboratories
and Copy Number Analysis + mtDNA + FRDA Repeat 583 Lavender Top (EDTA) N y NextGen Sequencing 14-May-20
g . (www.medicalneurogenetics.com)
Expansion Analysis) [NGS419]
Ataxia/Episodic Ataxia Disorders (NextGen Sequencing Panel MNG Laboratories . Vs
and Copy Number Analysis + mtDNA) [NGS324] € levsmater e (ERI73) (www.medicalneurogenetics.com)/Dynacare e e AN
Ataxia/Episodic Ataxia Disorders (NGS Panel and Copy MNG Laboratories
Number Analysis + mtDNA+ SCA & FRDA Repeat 583 Lavender Top (EDTA) . N NextGen Sequencing 13-Sep-22
N . (www.medicalneurogenetics.com)/Dynacare
Expansion Analysis) [NGS420]
The Hospital for Sick Children
Rapid Response Laboratory
& 170 Elizabeth Street, Room 3642 e
Atypical Hemolytic Uremic Syndrome and e Toronto, ON Familial Hemolytic-Uremic syndrome. -
Membranoproliferative Glomerulonephritis Panel: Sequencing il evrmaler Ve (@A) 2 bk M5G 2G3 Hereditary Hemolytic-Uremic syndrome ST SAEETY
Tiao Canada MPGN; Mesangiocapillary glomerulonephritis
Phone: 416-813-7200
Phone: 1-855-381-3212
Molecular Genetics Laboratory, Hospital for Sick| CD46 $850; CFB $850;
» ; i CFH (134370); CD46 (120920); CFI (217030); CFB Children § Hus, CFH $1000; CFHR5
UL B URTIBEIEDAE ! 672 (138470); CFHRS (608593); C3 (120700); THB Lavender Top (EDTA) (www.sickkids.ca/PaediatricLaboratoryMedicine | Felel Hemolyt-Uremic yndrome, Sanger sequencing | $850; CFI ($850; C3
Membranoproliferative Glomerulonephritis Panel: Sequencing . . N Hereditary Hemolytic-Uremic syndrome,
(187940); APLN (300297) /Laboratories-Services/Molecular-Genetics- MPGN; Mesangiocapillary glomerulonephrits $2000; THBD $600;
Laboratory/index.html) APLN $600
Autism Spectrum Disorders and Intellectual Disability (ASD- complete gene st available at . . Replaces Fulgent 1D Panel when proband available
1D) Comprehensive Sequencing Panel with CNV Detection 77 https://www.preventiongenetics.com/documents/ASD_ID Lavender Top (EDTA) TSI EanEilts o e roband b | NextGen Sequencing 10-Jul-23
[5045] GeneListpdf07c00668 (www.preventiongenetics.com) s usn';a. S
Autism/ID Xpanded Panel [952] 717 Lavender Top (EDTA) GeneDx (www.genedx.com) NextGen Sequencing 15-Sep-22
Autoantibodies to interferon gamma [IFNGE] 1465 Serum (Red Top or Gold SST). Store at -70°C. National Jewish Health Laboratories ELISA 01-Oct-21
Autoimmune Dysautonomia Evaluation, Serum (ADE) Red Top WD Cllnn':al Laboratotles LR (R (11, B,
(www.mayomedicallaboratories.com) CBA
Anti- AMA-M2, M2-3EBPO, LKM, SLA, SP100,
Autoimmune Liver Diseases Profile PLUS 1330 Gold SST Mitogen Advanced Diagnostics 9210, PML, LC-1, Ro 52/TRIM21, SSA/ Ro 60, LIA 21-Sep-23
Sck70, Centromere A, Centromere B, PGDH
o1, M2,
Autoimmune Myopathy /Myositis Profile PLUS (Includes . 5 . Mi2-a, Mi2B, MDAS, NXP2, TIFly PL7, PLI2, LIA, ELISA, ALBIA oy
Mup44 & Immune Mediated Necrotizing Profile) 153 CalbisEr Mitogen Advanced Diagnostics PMISHITS, PMISCI100, Ku, SRP, EJ, OJ, Ro52, (LT 21-Sep-23
HMGCR. anti-NT5C1 A/Mup4d4
Autoimmune Polyendocrinopathy Syndrome Type 1 via the Prevention Genetics .
AIRE (607358) . . 10-Jul-23
AIRE Gene [1224] { ) LEVSEENED (0 (www.preventiongenetics.com) SO ST e .
BchIa;_lmlmRunologr)‘/ 'E;aﬁzfatog* OHSZlSJa CAIl (carbonic anhydrase I1), HSP27 (heat shock
. N . iomedical Research Building, Room protein 27), GAPDH (glyceraldehyde 3-phosphate
Al Ri pathy Panel by ot [ARP] 720 Serum. Store at 4°C. DO NOT FREEZE. 3181 SW Sam Jackson Park Road ST, A (e e A, Immunoblot 21-Jun-22
Portland. OR 97239, USA Tubulin, PKM2 (pyruvate kinase M2)
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g;llozlg]ﬂammatory ) ALY SR s (R 838 Lavender Top (EDTA) Invitae (www.invitae.com) NextGen Sequencing 10-Jul-23
Avian 1gG Antibodies Panel, Serum (Budgie and Pigeon) 1419 Red Top; Gold SST In-Common Laboratories budgie = parakeet FEIA 10-Mar-20
Avian precipitins: Pigeon 1gG Antibodies 1419 Red Top; Gold SST In-Common Laboratories FEIA 08-Nov-18
Axenfeld-Rieger Syndrome (FOXC1) [TB18] 1069 FOXCL (601090) Lavender Top (EDTA) GeneDx (www.genedx.com) puenfeldRieger yndiome, ypean Rl o | Sanger sequencing 15-Sep-22
1. single exon testing 2.
Baller-Gerold syndrome (218600) RECQL4 (603780) Lavender Top (EDTA) Centogene AG (www.centogene.com) fu[:L?;?::,zﬂ:T{;;?:ﬂa
testing
ATP6VIBL, BSND, CA2, CASR, CLCNKA, CLCNKB,
CLDN16, CLDN19, FXYD2, GNALL, HNF1B,
HSD11B2, KCNJ1, KCNJ10, KLHL3, MAGED2,
Bartter Syndrome NGS Panel 804 NR3C2, SCNN1A, SCNN1B, SCNN1G, SLC12A1, Lavender Top (EDTA) 2x 4 mL Fulgent Genetics (fulgentdiagnostics.com) 28-Feb-20
SLC12A2, SLC12A3, SLC4AL, SLC4AY, WNKL,
WNK4
. e CA2; MYORG; PDGFB (190040); PDGFRB; SLC20A2 q " " Basal ganglia calcification, idiopathic, 5 (615483); .
Basal Ganglia Calcification NGS Panel 1192 (1533(73); XP)RI Lavender Top (EDTA) 2x 4 mL Fulgent Genetics (fulgentdiagnostics.com) B:zzl g;gl:: :m',;f:;::’gm ‘;?:;;“:?cv 1((213603) NextGen Sequencing 13-Feb-20
0.5 mL EDTA plasma (serum also accepted) —spun, separated, (,m(fmnau L‘hlldren s
Bb 792 frozen within 2 hrs of collection, Intaict ¥zl | Gty 15-Nov-17
S g e sy d’ i 3333 Burnet Avenue NRB 1042 Cincinnati, OH
P 4  ship Y 45229 (www.cincinnatichildrens.org)
Genome Diagnostics
;eckwnh-Wmdemann syndrome: CDKN1C Sequencing (Step 571 CDKNIC (600856) Lavender Top (EDTA) [2 tubes] The Depanment&;;i?:;amc Laboratory Widemann-Beckwth Syndrore (130650) 19-Feb-20
The Hospital for Sick Children
CaIE B Methylation-Specific-
ﬁi(;nk‘é\l;h(-:\/telsi)emaﬂ" syndrome: Methylation & Copy 571 Lavender Top (EDTA) [2 tubes] uig Depanment&g;i?:;amc (AR Wiedemann-Beckwith Syndrome (130650) MLPA of imprinting 19-Feb-20
The Hospital for Sick Children s
Genome Diagnostics N
ot UPD11 studies via STR
Beckwith-Wiedemann syndrome: UPD11 Analysis (Step 2) 571 REOEERETS KCN(ES;;;GMMS)' CDKNIC Lavender Top (EDTA) [2 tubes] [fe Depanmem’;:‘:’ii?:;amc ey Wiedemann-Beckwith Syndrome (130650) (short tandem repeat) 19-Feb-20
The Hospital for Sick Children WEEE
5 Molecular Genetics Laboratory - McMaster . Also avaialble at MUHC
- HBB (141900) o N 23-Jan-23
Beta-Thalassemia (613985) 823 ( ) Lavender Top (EDTA) University Medical Centre Sanger sequencing (CMDL) jan:
Bile Acids for Peroxisomal Disorders, Serum [BAIPD] 9 Serum. Store at 4°C or -20°C. Stable for 90 days. Mayo Clinical L aboratories LC-MS/MS 08-Nov-23
(www.mayomedicallaboratories.com)
Serum: Collect serum specimens in serum separator or red top
tube. Allow blood to clot for 30 minutes, then centrifuge. Reserved for
Blastomyces Antibody by Immunodiffusion [322] 491 Pipette serum into a plastic screw cap vial. MiraVista Diagnostics Microbiolo 08-Sep-22
STABILITYRefrigerated: 14 days 9y
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 minutes and pipette R
Blastomyces Quantitative EIA [316] 491 plasma into a plastic screw cap vial. MiraVista Diagnostics Microbiolo 08-Sep-22
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
174900 (juvenile polyposis syndrome); 175050 Sanger Sequencing
BMPR1A, SMAD4 Gene Sequencing & Del/Dup [717] SMAD4 (600993); BMPRIA (601299) Lavender Top (EDTA) GeneDx (www.genedx.com) (juvenile polyposis/hereditary hemorrhagic ' 15-Sep-22
telangiectasia syndrome) Exon Array CGH
Bone Marrow Failure Syndrome Panel [HE0801] 1427 135 genes. Lavender Top (EDTA) [2 tubes] Blueprint Genetics http:/blueprintgenetics.com/ NextGen Sequencing 28-Feb-20
Immunodermatology Laboratory
Department of Dermatology
BP 180 and BP230 750 Serum 30 North 1900 East, 4A330 SOM ELISA $132.32 US 14-Sep-20
Salt Lake City, Utah 84132
Email: immunoderm@hsc.utah.edu
ATP13A2, C190rf12, COASY, CP, DCAF17, FAZH,
Brain-Iron Accumulation NGS Panel 11213 FTL, GTPBP2, PANK2, PLA2GS, SCP2, WDR45 Lavender Top (EDTA) 2x 4 mL Fulgent Genetics (fulgentdiagnostics.com) NextGen Sequencing 28-Feb-20
- i i Next-( i
Breast and Gynaecological Cancer Specific Panel 227 Lavender Top (EDTA) Invitae (www.invitae.com) EEEERE "”g,:{:" e CoEE Cencer e::unE:Eirigon 10-Jul-23
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Appelation approuvée de I'analyse ou maladie associée [avec numéro de
phénotype MIM] / Approved test name or Associated Disease [with MIM Phenotype
Number]

Code Test / Test Code
(Dictionnaire MSSS)

LISTE DES ANALYSES EFFECTUES HORS-QUEBEC
List of testing done out of Québec
LABORATOIRES CLINIQUES CUSM/ MUHC CLINICAL LABS

REGLES DE MANUTENTION / Handling Conditions

LABORATOIRE DESIGNE / Designated laboratory

RENSEIGNEMENTS SUR L'ANALYSE / Test
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Centre universitaire
de santé McGill

METHODE / Methode

McGill
Health

W

NOTE PARTICULIERE /
Special comment

University
Centre

Date de la
révision / Date of
revision

ATM(, BARD1 0, BRCAL (113709, BRCAZ o e |
5 (600185); BRIP1(), CDHL (192090); CHEK2 (), NBN . L ; ) lext-Generation
Breast Cancer Panel (Invitae) [01202] 221 (% D200 T T oo, B Lavender Top (EDTA) Invitae (Www.invitae.com) et Aot igieriion EHEE 10-Jul-23
0 STK11 (602216), TP53 (191170) S R
Brivaracetam [07185P] 1465 Bediicplob Vel igon °f?(')yz‘ei‘°'e 78 T ST 2T NMS laboratories LC-MSIMS 17-Mar-22
. Mayo Clinical Laboratories INSPQ?? TO BE
Bi - Total Bl FBROM 14¢ Royal Blue (EDTA) top tt N N ICP/M: 30-Apr-21
e = ¥t et R & mEl EE i i (www.mayomedicallaboratories.com) (S VERIFIED - NO P
Bullous Autoil kin Di Panel: Anti-BP180. BP2: . N
D‘;S;fqlsrn‘?l'm&:;epile'; b 3lsease GG BB I, 750 Serum gel (Gold top) Mitogen Advanced Diagnostics BP180, BP230, Desmogein 1, Desmogein 3 CBA 21-Sep-23
Molecular Otolaryngology & Renal Research
2mL RED TOP ONLY +2mL fi EDTA pl L
€3 Glomerulopathy Complement Panel [C3G-CP] 792 mi serum © %mm fmze:" rozen Plasma. | ) aboratory, U. of lowa Carver College of DDD & C3GN serology 19-Feb-24
: Medicine (www.medicine.uiowa.edu/morl)
1. Immunofixation electrophoresis (IFE)
combines the techniques of elecirophoresis
with immunofation o etect C3
degradation procuets, an indirect measure
of ysreguiation of C3 convertase .
Molecular Otolaryngology & Renal Research Dense Deposit Disease (DDD, ak conersnl 03 G s qaniaes | TEMPOTarily not available
» ense Deposit Disease , aka (Koch, etal., 1961). Fi
C3 Nephritic Factor 792 1 ml frozen serum Laboratory, U. of lowa Carver College of Membranoproliferative Glomerulonephritis Type 11, | 2. c3 Convertase Stabilizing Assay &l acteur C3 , 21-Aug-19
s . N MPGNIT) (CaCsA) measures the abilty of Canets | Nephritique (activité) at
Medicine (www.medicine.uiowa.edu/morl) to stabilize C3 convertase on sheep CHUQ (HEJ)
enythocytes
3.C3 Convertase Sabilzing Assay wih
Properdin (C3CSAP) measures the ability
of CaNefs tosiabiize C3 convertase bult
‘with properdin o sheep erytocytes
Cincinnati Children’s
Hospital Medical Center Dense Deposit Disease (DDD, aka Available as Facteur C3
C3 Nephritic Factor 792 1 ml frozen serum 3333 Burnet Avenue NRB 1042 Cincinnati, OH Membranoproliferative Glomerulonephritis Type II, nephritique (activité) at | 06-Oct-22
45229 (wwww.cincinnatichildrens.org) MPENID CHUQ (HEJ)
CBDI Hemostasis & Thrombosis Lab. Cincinnati
1 ml frozen EDTA plasma. Whole blood: 2 hours at room Huspit;};\llllzgei:alsCenter
G| pn [ pror I;Tﬂ':'::i;en ths at -70°C 3333 Burnet Avenue NRB 1042 Cincinnati, OH LelocL2
P ; 45229 (www.cincinnatichildrens.org). Ph 513-
803-3503
CBDI Hemostasis & Thrombosis Lab. Cincinnati
1 ml frozen EDTA plasma. Whole blood: 2 hours at room Huspit;};\llllzgei:alsCenter
Gaa|peny (o2 — I;Z’;‘:?:'};en SR, 3333 Burnet Avenue NRB 1042 Cincinnati, OH Leloce22
P : 45229 (www.cincinnatichildrens.org). Ph 513-
803-3503
. . . If C9orf72 is only
(CERiTAw 2 D SeIDAL AP (RIS, & WARPE 853 C90rf72 (614260); SOD1 (147450) Lavender Top (EDTA) Prevention Genetics Amyotrphic lteral sclerosis erformed, then the price| 04-Oct-23
[13039] P (www.preventiongenetics.com) P P
P 9 : is only $250 USD
- N MNG Laboratori .
CACNBA4 Full Gene Sequencing Analysis [MOL227] CACNB4 (601949) Lavender Top (EDTA) R medicalneuro;e:er?icz"ceosm)lDynacare Episodic ataxia, type 5 (613855) Sanger sequencing 14-May-20
Calpain 3 DNA Sequencing Test [563] CAPN3 (114240) Lavender Top (EDTA) ( A;?:::a?i?;:;;f:com) LGMD2A (253600), Calpainopathy
$g2:|3lﬁ3AEEEE|§§7§ LMANNBISEASE(CERIATLE TGFB1 (190180) Lavender Top (EDTA) R P;:‘ien:ggnis:s:if: o) Camurati-Engelmann Disease (131300) Sanger sequencing 10-Jul-23
Ocular Immunology Laboratory, OHSU
CAR Panel by Inmunoblot and Immunohistochemistry Biomedical Research Building, Room 253
8 °C. h 3 03-Aug-22
[CARP] 720 Serum. Store at 4°C. Satble for 7 d only. DO NOT FREEZE. 3181 SW Sam Jackson Park Road ug:
Portland, OR 97239, USA
Affinity This is a confirmatory
Carbohydrate Deficient Transferrin for Congenital Disorders of Mayo Clinical Laboratories test following the
5 406 Red Top. Store serum frozen. . . Chromatography-Mass . 16-Dec-20
Glycosylation, Serum [CDG] (www.mayomedicallaboratories.com) SR screening test for CDT
P Y testing at the MUHC.
Carbohydrate, Urine [CHOU] 1572 Random urine. Store frozen. Stable 21 days. B C“m?al Laboratonjles Replacss kgl simcsp e nosev bl TLC 31-Oct-20
(www.mayomedicallaboratories.com)
Cardiofaciocutaneous syndrome (115150);
Cardiofaciocutaneous syndrome 2 (615278);
. BRAF (164757), KRAS (190070), MAP2K1 (176872), q 1ot g
Cardio-Facio-Cutaneous Syndrome NGS Panel (5 genes; Lavender Top (EDTA)2x 4 mL Fulgent Genetics com) C syndrome 3( 615279); NextGen Sequencini
i (5 genes) MAP2K? (601263), SOS1 (182530) P (EDTA) g : Cardiotacoeuaneous syndrome 4 (615260) auencing
Fibromatosis, gingival (135300)
Cathartic Laxatives Profile, Stool [FCLPS] Stool WD C“m?al Laboratorles Mg, Pi 20-Oct-20
(www.mayomedicallaboratories.com)
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CAVEOLINOPATHY TESTING VIA THE CAV3 GENE CAV3 (601259) Lavender Top (EDTA) Preventlgn Genet_lcs Muscular Dystrophy, Limb-Girdle, Type 1C Sanger sequencing 10-Jul-23
[467] (www.preventiongenetics.com) (607801)
CDKN2A (p16) & CDK4 (Exon2) Sequencing [2021] 243 (CDKN2A (600160); CDK4 (123829) Lavender Top (EDTA) GeneDx (www.genedx.com) Melanoma, cutaneous malignant, 3 15-Sep-22
CHAT, CHRNAL,CHRNBL, CHRND, CHRNE, COLQ, Next-Generation
Central Hypoventilation And Apnea Panel [PU0401] 775 EDN3, GLRAL, MEP2, PHOX2B, PAPSN, RET, Lavender Top (EDTA) Blueprint Genetics http:/blueprintgenetics.com/ : 26-Sep-18
SCN4A, SLCAS, ZEB2 CEEEY
Sequencing and CNV
i i Cerebral Cavernous Malformations 1(116860), A
CEREBRAL CAVERNOUS MALFORMATIONS PANEL 203 KRIT (604214), COM2 (607292) , PCCDI0 (609118) Lavender Top (EDTA) Preven[l(?n Genel.lcs Cerebral Cavemmous Malformations 2 (603264), De(ecllon. via NextGen 10-3ul-23
] (www.preventiongenetics.com) Cerebral Cavernous Malformations 3 (603285) | Sequencing using PG-
Select Capture Probes
Cerebral Cavernous Malformations via the CCM2 Gene [6971] 303 CCM2 (607929) Lavender Top (EDTA) Preventlt?n Genet’cs Cerebral calvernous malformations-2 NGS 10-Jul-23
(www.preventiongenetics.com)
GS e A L T S M B 303 KRIT1 (604241) Lavender Top (EDTA) Preventlgn Genet.lcs Cerebral calvernous malformations-1 (116860) NGS 10-Jul-23
[8161] (www.preventiongenetics.com)
Cerebral Cavernous Malformations via the PDCD10/CCM3 203 PDCD10 (609118) Lavender Top (EDTA) Preventlgn Genel.lcs P NGS 10-Jul-23
Gene [8815] (www.preventiongenetics.com)
: COL4AL, COL4A2, COLGALTL, CTC1, CTSA, Prevention Genetics Next-Generation
Cerebral Small Vessel Diseases Panel [12637] 1582 FOXCL, GLA, HTRAL, NOTCHS, TREX1 Lavender Top (EDTA) ( preventiongenetics.com) sequencing 10-Jul-23
Charcot-Marie-Tooth Disease (NextGen Sequencing Panel and MNG Laboratories Next-Generation Alt: CTGT 42 genes &
. 643 Lavender Top (EDTA] . N Charcot-Marie tooth Di (302800 . 14-May-20
Copy Number Analysis + mtDNA) [NGS345] cendegiony ) (www.medicalneurogenetics.com)/Dynacare Saatitat sk J sequencing del/dupl 4
Childhood-Onset Epilepsy Panel [542] 1031 Lavender Top (EDTA) [2 tubes] GeneDx (www.genedx.com) NextGen Sequencing 15-Sep-22
Cholestasis Panel 400 Lavender Top (EDTA) Blueprint Genetics http:/blueprintgenetics.com/ NextGen Sequencing 28-May-19
Choreoacanthocytosis (200150) r— Lavender Top (EDTA) North York General 2 mutations
Gt CrrmmimEtS Birss N dsen S (Ve) CYBA (850 VBB (OB NCF2 (08 NCF4 (01480 Lavender Top (EDTA) Fulgent Genetics (fulgentdiagnostics.com) NextGen Sequencing
Panel [1971]
Chronic Inflammatory Demyelinating Polyneuropathy (CIDP) il EES AT e
1w 4 g_ y [ 336 (CASPRY), i Naecin 155 (155) Serum ONLY. Store at -20°C. BC Neuroimmunology (bcneuro.ca) CBA fixed neurofascin tesing at 22-Jul-22
Test Panel - Nodal and Paranodal Antibodies .
Washington U.
Chronic Pancreatitis NGS Panel 402 PRGOS Lavender Top (EDTA)2x 4 mL Fulgent Genetics (fulgentdiagnostics.com) NextGen Sequencing 08-Feb-19
. . . . . Mayo Clinical Laboratorif .
Chyluia Screen, Random Urine [CSU] 1465 First morning random urine. Store frozen. Stable 10 days. ayo Clinical Laboratories elecrophoresis 13-Sep-21
(www.mayomedicallaboratories.com)
CLCN1 Full Gene sequencing Analysis [MOL355]; MNG Laboratories a .
a 5 cLom s N N C (168300) 14-May-20
Paramyotonia Congenita (168300) E leveelar UG (EI7) (www.medicalneurogenetics.com)/Dynacare UEEEELICEE J S ST ay
Serum: Collect serum specimens in serum separator or red top
tube. Allow blood to clot for 30 minutes, then centrifuge. R
Coccidiodies Antibody by Immunodiffusion [320] 493 Pipette serum into a plastic screw cap vial. SABILITY MiraVista Diagnostics Microbiolo 08-Sep-22
Refrigerated: 14 days 9y
Frozen: 6 months
Serum: Collect serum specimens in serum separator or red top
tube. Allow blood to clot for 30 minutes, then centrifuge. Reserved for
Coccidiodies Antibody IgG, IgM EIA [325] 493 Pipette serum into a plastic screw cap vial. MiraVista Diagnostics Microbiolo 08-Sep-22
CSF: Sterile transport tube STABILITY Refrigerated: 14 days 9y
Frozen: 14 days
Created by: Dr. Brian Gilfix
Reformated by : Carmen Pavan
Last Modification: 2024 02 22
Page 7 of 41

File Name: Lab Send Out list



LISTE DES ANALYSES EFFECTUES HORS-QUEBEC
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Appelation approuvée de I'analyse ou maladie associée [avec numéro de

LABORATOIRE DESIGNE / Designated laboratory

phénotype MIM] / Approved test name or Associated Disease [with MIM Phenotype %g;;:ﬂ::;u:;‘:s SYMBOL Hot: U o oM b0 aBNE o REGLES DE MANUTENTION / Handling Conditions details ¥
Number] revision
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 Reserved for
Coccidioides Quantitative EIA [315] 493 plasma into a plastic screw cap vial. MiraVista Diagnostics Microbiolo 08-Sep-22
Urine/CSF/BAL/Other Body Fluids: Submit urine, CSF, BAL, 9y
and all other body fluids in a sterile screw cap
container.STABILITY Room Temperature: 14 days
Refrigerated: 14 days
Frozen: Indefinitely
COCKAYNE SYNDROME VIA THE ERCC6 GENE [1008] — Lavender Top (EDTA) BN EEELS Cockayne Syndrome, Type B (133540) NGS Juzy 102023
(www.preventiongenetics.com)
Mayo Clinical Laboratories S L
Collagen Type Il Antibodies [FFTYC] 1399 Red Top; Gold SST. Stable for 7 d at 4°C or longer at -20°C. Y - N Immunosorbent Assay 15-May-19
(www.mayomedicallaboratories.com)
(ELISA)
Immunodermatology Laboratory
Red Top or Gold SST. Stability Department of Dermatology Enzyme Linked
Collagen V11 1gG Antibody Level 1399 Ambient: 7 days Refrigerated: 14 days Frozen: Indefinitely 30 North 1900 East, 4A330 SOM Immunosorbent Assay 06-Jul-20
Salt Lake City, Utah 84132 (ELISA)
Email: immunoderm@hsc.utah.edu
5. ARG SNPRIA U8, OV, COIA G 5CAM, X FLCN GALTS, WL, . ; ; ; Decmber 12,
Colon Cancer NGS Panel 231 s, W, WY, PSS, a2 PTEN, A STHRL T8 Lavender Top (EDTA)2x 4 mL Fulgent Genetics (fulgentdiagnostics.com) NextGen Sequencing 2018
Molecular Genetics Laboratory, Hospital for Sick|
Gttt 1. Sanger sequencing 2.
Colorectal cancer (Li-Fraumeni syndrome) 231 e s Lavender Top (EDTA) (www.sickkids.ca/PaediatricLaboratory Medicine | ©°°r°ct! encer (114500 LiFraument syndrome | = ger seq| 9
. . N ¢ ) gene dosage
/Laboratories-Services/Molecular-Genetics-
Laboratory/index.html)
. oC- p . Quest Diagnostics Chantilly
ColoVantage (Methylated Septin 9) [16983] 1395 =g (EDT’:g'n't‘;?]g:e 3;;&::;312’1““ et 14225 Newbrook Dr. 11-Apr-18
| i Chantilly, VA 20153-0841
‘Cerebral Creatine Deficiency Syndrome-1 (CCDSL), Combined
D-2- and L-2-Hydroxygltarc Ackduria, Oxidaive
Phosphoryltion (OXPHOS) Deficency, Congenital Disoder of
Glycosylation, Congenital Sideroblastic Anemia with B-cell
Immunodeficiency,Period: fevers, and Developmental delay
S T S B (T (SIFD), Fanconi-Bicke! Syndrome, Ghathone Syntetase
ALGHS ALGIS ALGh ALG) ALGH ALGDAMACR APOPTH AP ARG A6 ST, ATPRR Deficiency (GSSD), Glycogen Storage Disease Ila; Giycogen
TP AT, AT AToAGE AT, A AGALTS, SERDRA SR, S BOLAS Storage Disease b, Ghcogen Storage Disease 1V, Glycogen
. . . GASY 00, C0%, ook €00, CoG4, GO COBK,C0%, GO0 ORI, CONlA CIORFE) Storage Disease IXC (GSDOC), Ghycogen Storage Disease IXd
Combined Mito Genome Plus Mito Nuclear Gene Panel [615] 518 'COX15.COED FANDAA) COXAE. CONGAL COXGR1, COXTR GPSL. GPTIA,CFT2, Lavender Top (EDTA) GeneDx (www.genedx.com) (GDSID), Glycogen Storage Disease 0, Muscle (GSDUB), 15-Sep-22
oni LK, DPAGTS, e DPMG, EARS EH ELACD, ENGY ETFA ETFS,ETFON WL Ghcogen Storage Disease Type IXa, Glycogen Storage Discase:
v FARES FAGTKGR, a0, F O, 7. FLAD DD iR, G 3 Type 1Xb (GSD98), Gycogen Sorage Disease VII (GSD1),
e S TR i 1 5501 G St e G50,
Ghycogen Storage Disease XIll (GSD13), Gycogen Storage
Disease XV (GSD15), Hereditary Fructose Intolerance,
Alacrima, Achalasia, and Mental Retardation Syndrome
(AAMR), 2:4Dienoyk-CoA Reclictase Deficiency (DECRD),
Common Variable Inmunodeficiency Panel (Inviate) [08112] 1042 T e ToERoF D, TNRBFL, ThREFLE e Lavender Top (EDTA) Invitae (www.invitae.com) Ne:;is:iir:;lon 10-Jul-23
Cincinnati Children’s
Complement Profile (C2, C3, C4, C5, C7, C8, C9, C1Q, Factor 0.5 mL red top serum- spun, separated, frozen within 2 hrs of Hospital Medical Center 15-Nov-17
B, Factor H, Factor I. Properdin, C1 inhibitor, C4HP) collection; ship on dry ice 3333 Burnet Avenue NRB 1042 Cincinnati, OH
45229 (www.cincinnatichildrens.org)
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Complement System Disorder Panel Plus Anlaysis [IM0701] 803 Lavender Top (EDTA) Blueprint Genetics http:/blueprintgenetics.com/ 02-Feb-18
Comprehensive Cardiomyopathy NGS Panel 289 Lavender Top (EDTA) Fulgent Genetics (fulgentdiagnostics.com) 03-Nov-20
Comprehensive Cardiovascular NGS Panel 286 Lavender Top (EDTA) Fulgent Genetics (fulgentdiagnostics.com) 03-Nov-20
Comprehensive Cellular Energetics Defects (NextGen . .
A MNG Laboratori Next-Generation
Panel and Copy Number Analysis + mtDNA) 636 Lavender Top (EDTA) . Gl a_to e BT e'ato 14-May-20
(www.medicalneurogenetics.com)/Dynacare sequencing
[NGS301]
Comprehensive Dystonia (NGS Panel and Copy Number + MNG Laboratories q
0 . 14-May-20
mtDNA) [NGS358] &eB (LB WD (@) (www.medicalneurogenetics.com)/Dynacare e SEIENERY Y
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Appelation approuvée de I'analyse ou maladie associée [avec numéro de
phénotype MIM] / Approved test name or Associated Disease [with MIM Phenotype
Number]

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

Code Test / Test Code

(Dictionnaire MSSS)

1031

{61045) ALDHTAL (107525, AL (513566, AT (35310, ARHGEF1S (08500, ARHGEF (0425
05, AUTS2 7
(e,
(CACNSA (154), CACNGS (0115), CADPS2 (078, CDKLS (0215, GERS1 (0915 GHD2
(602119, CHRNAR(115502) CHRNA LES4). CHRN (185G, CLONR (I0ST0) CLE Q25101
CLNS 07042, LIS (8102, NS (0729, LS (7827, CNTAAP2 (04563, COGT (05T
(19625 COGD (012557, CPAS 0552, ST (s
5D (116840) D2HGDH (9186 DEPDCS (514191), DNAYCS (L1205, DM (02377 DOCKT

ETVEL (0051 FARS2 (1152) FASTKDR (1252, (5850 FOLRA (36430) FOXGI (164874,
% ) GABR: o0, AT
(802060 G (128179, GCSH GaES0). GF M (5663 GIAY (6129), GLUD 00762 LU
(610015 GUADI (13311 GOSR (6427, GPHIN 1550 GRIN B14254), GRINZA (13523,
GRINGS (135252 GAN 15346), HGEC1 0010, HONA (2180, HCNG (275, HSOLTB10 GOGES6),

{60617 KCTO? (611725) LAVECS (49 LI (04619, LG (8303, LAS (61031) NANGA

6072 N1, 0672 NOLS (05236 XL (0565, OGLN (28T, PCOWD GO04E0) POSS2
(610564 PGKI 11900 PHGOM GL6679) IGM (L0273, IGO (8147, PLCB1 07120, PN

PRRTA (14556, PURA G104 RMNDI (LD, ROGOI (514574 SCARB (254300, SCNIA
Ly 5

30038 SLCSAG 10231 SHCIA GOROMD) SP (52125 SPTANI (2810, STIGALS (1508)
STIGALS (0402) STXBP1 (00229 SUOX (0887 VWL 3440, SYNGAP (60380, SZ12
(615489, TBC102 1357) TCFS (0227} TPPL (07956, TSC (05286, TSC2 191052, USE3A
(601623, UsRS (0105 WFS1 @2230) 2682 (052,

soar (s e
61045) ALDHTAL 107323 ALGL 613566, AMT (3310 ARHGEF15 (09504, ARHGEFD G042

)
(CACNBS (0104), CACNGS (06419, CADPS2 (60078, CDKLS (0215 GERS1 (0619 GHD2
(602119, CHRNAR(115502) CHRNAR LIS4), CHRNGS (1807, CLCNR (40670) CLEI 0510,

CLNS (97042, LS (0102, CLNS (0729, LIS (07837, CNTNAP2 (50453, COG7 (065
+COGS (4T, COLEAZ (120240, COQ2 (10629 COGD (12557, CPA (09562),CSTB (0146,

ETHEL (01 FARS? (611502 FASTDR (1252) (15581 FOLRL (36430) FOXGI (164574
R0 (i) (a2 GaTw
{060 G (1379, GCSH QAR50 GF L (80663 GIAY (0139, GLUD (07E2) LU
(L0015 GUADI (13511 GOSR2 (64027).GPHI 1530 GRINL 614254), GRINZA (13525

{65617) KCTO?(11725) LAMC3 (6439 LI (0619, LG (RO, LS (1031) MANGA

MOGS1 ST MOCS2 (15708, MRPLL2 (02575, MTHER (0053, NECAPL (61162, Rt
s e 72 oL 2 N (600545, OCLN (24T, PCOHD GOSED) POSS2
(61054, PGKI 1100 PHGOM GLES9) IGH (L0273 IGO 8470, PLCB 7120, P
(60510 PAPO (527), POLG (74765, PFTA (172, PRICKLEL (0550, PRICKLE? (1501
PRRTA (51435, PURA (047 RMNDI (L9, ROGOI 514574 SCARBS Q5400 SCNIA

SOCE (04145) SLE13AS (05915, SLC29AZ (1602) SLCZAL (3814 SLCSSA2 GLT) SLBAS
30008 SLCoAS 031 SHCIA GO0, SPR (2175 SPTANI (2610, STIGAL? (15008)

(61469, TBCADR 1357) TCF GIEZT) TPPL (07960, TSC (0550 TSC2 U082, USESA
691623 USRS (01068) WFS1 2200 2E82 (05802

LISTE DES ANALYSES EFFECTUES HORS-QUEBEC
List of testing done out of Québec
LABORATOIRES CLINIQUES CUSM/ MUHC CLINICAL LABS

REGLES DE MANUTENTION /Handling Condiions

Lavender Top (EDTA)

LABORATOIRE DESIGNE / Designated laboratory

MNG Laboratories
(www.medicalneurogenetics.com)/Dynacare

RENSEIGNEMENTS SUR L'ANALYSE / Test

details

Centre universitaire
de santé McGill

METHODE / Methode

NextGen Sequencing

NOTE PARTICULIERE /
Special comment

Alternative: Fulgent
Epilepsy NGS Panel

McGill University
Health Centre

Date de la
révision / Date of
revision

28-Jul-20

Comprehensive Epilepsy NGS Panel

1031

Lavender Top (2 x 4 mL)

Fulgent Genetics (fulgentdiagnostics.com)

NextGen Sequencing

Comprehensive Immune and Cytopenia Panel [IM0902]

1076

Lavender Top (EDTA)

Blueprint Genetics http:/blueprintgenetics.com/

NextGen Sequencing

22-Aug-23

Comprehensive Leukodystrophy/L. 1y (NGS
Panel and Copy Number Analysis + mtDNA) [NGS372]

964

Lavender Top (EDTA)

MNG Laboratories
(www.medicalneurogenetics.com)/Dynacare

Next-Generation
sequencing

29-Sep-20

Comprehensive Metabolism NGS Panel

1891

Lavender Top (EDTA) 2 x 4 mL

NextGen Sequencing

28-Feb-20
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LISTE DES ANALYSES EFFECTUES HORS-QUEBEC @ NECHII
; - } “entre universitaire cGill University
List of testing done out of Québec de santé McGill @ Health Centre

LABORATOIRES CLINIQUES CUSM/ MUHC CLINICAL LABS

Appelation approuvée de I'analyse ou maladie associée [avec numéro de < . 5 Date de la
st st - ISI e
(CodsTest /st ooy : REGLES DE MANUTENTION /Handling Condiions LABORATOIRE DESIGNE / Designated laboratory jﬁ;‘kE'GNEMENTb SUR L'ANALYSE/TEst  e10DE / Methode 2‘;:;: ':::;:'?(U“ERE/ révision / Date of

phénotype MIM] / Approved test name or Associated Disease [with MIM PRENOtYPe (picio i (igss) o780t Homeouceae aomommucene e :
Number] e

Comprehensive Muscular Dystrophy/Myopathy (NextGen . . . .
Sequencing Panel and Copy Number Analysis + mtDNA) 636 Lavender Top (EDTA) ( me dicg/llr::ﬁr;a::;tczr::e;m) /Dynacare Includes Limb Girdle Muscular Dystrophy Ne:; ig:zir:m" g PreveFr:;lr:Jer: Cemis 14-May-20
[NGS330] (WWW. {s{ . Y q g

MNG Laboratories NextGen Sequencing 14-May-20

Comprehensive Neuropathies (NextGen Sequencing Panel and 643 (445)
Copy Number Analysis; 869 genes + mtDNA) [NGS445]

Lavender Top (EDTA) (www.medicalneurogenetics.com)/Dynacare

Comprehensive Ophthalmoplegia Syndromes (NextGen
Sequencing Panel and Copy Number Analysis; 55 Genes + 1648
mtDNA) [NGS352]

VIS (LEDEiiteS NextGen Sequencing 14-May-20

Lavender Top (EDTA) (www.medicalneurogenetics.com)/Dynacare

b R Aland Island Eye Disease ( 300600); Cone-Rod
revention Genetics Dystrophy X-Link 476); Congenital q
atiselypQtinkad 3] (00870 ongent NextGen Sequencing 10-Jul-23

Cone-Rod Dystrophy Panel [10403] 1444 CACNALF (300110) Lavender Top (EDTA) R preventiongenetics.com) Stationary Night Blindness, Type 2A (300071)
Congenital Adrenal Hyperplasia NGS Panel 1326 ARbcS, i;;lail",%yﬁpg:é\z;l;?z: 2n Lavender Top (EDTA)2x 4 mL Fulgent Genetics (fulgentdiagnostics.com) 28-Feb-20

Created by: Dr. Brian Gilfix
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LISTE DES ANALYSES EFFECTUES HORS-QUEBEC
List of testing done out of Québec
LABORATOIRES CLINIQUES CUSM/ MUHC CLINICAL LABS

Centre universitaire
de santé McGill

McGill University
Health Centre

Appelation approuvée de I'analyse ou maladie associée [avec numéro de
phénotype MIM] / Approved test name or Associated Disease [with MIM Phenotype
Number]

Date de la
révision / Date of
revision

Code Test / Test Code
(Dictionnaire MSSS)

RENSEIGNEMENTS SUR L'ANALYSE / Test
details

NOTE PARTICULIERE /
Special comment

REGLES DE MANUTENTION / Handling Conditions

LABORATOIRE DESIGNE / Designated laboratory

METHODE / Methode

Congenital Adrenal Hyperplasia Panel [EN0801]

1326

ARMCS CYP11A1
CYP11B1* CYP11B2*
CYP17A1 CYP21A2*

HSBD3B2 PDE11A PDESB
POR PRKARIA
STAR

Lavender Top (EDTA)2x 4 mL

Blueprint Genetics http:/blueprintgenetics.com/

NextGen Sequencing

28-Feb-20

Congenital Hyperinsulinism Panel [10265]

541

ABCCS (600509)
GCK (138079)
GLUDI (138130)
HADH (601609)
HNFLA (142410)
HNF4A (600281)
KCNJ11 (600037)
SLCI6AL (600682)
UCP2 (601693)

Lavender Top (EDTA)

Prevention Genetics
(www.preventiongenetics.com)

Mty et Dt OFThe Yo, Ty G606
Rt Tese

Next-Generation
sequencing

2023/07/10

Congenital Myasthenic Syndrome NGS Panel

606

AGRN, ALG14, ALG2, CHAT, CHRNAL, CHRNBL,
CHRND, CHRNE, CHRNG, COL13A1, COLQ, DOK7,
DPAGT1, GFPT1, GMPPB, LAMB2, LRP4, MUSK,
MYO9A, PLEC, PREPL, RAPSN, SCN4A, SLC25A1,
SLC5A7, SNAP25, STIML, SYT2 ( 28 genes )

Lavender Top (2 x 4 mL)

Fulgent Genetics (fulgentdiagnostics.com)

Next-Generation
sequencing

25-Jul-17

Congenital Neutropenia Panel [IM0501]

836

ACTB* CLPB
CSF2RA#* CSF3R
CTSC EFL1*
ELANE G6PC3
GATA2 GFI1
GINS1 HAX1
IFNGR2
JAGN1 LAMTOR2
LYST MKL1
PGM3 RAC2
SBDS* SLC37A4
SMARCD?2 SRP54
SRP72* VPS13B
VPS45# WAS WDR1

Lavender Top (2 x 4 mL)

Blueprint Genetics http://blueprintgenetics.com/

NextGen Sequencing

28-Feb-20

Copeptin, Serum/Plasma

1465

Prefered Plasma (Li heparin). Serum OK. Store and send
frozen (90 days).

In-Common Laboratories

Replaces vasopressin/Anti-Diuretic Hormone.
Suggest ordering osmolality at same time.

Fluorescent
immunoassay

05-Sep-22

Cornelia de Lange Syndrome

NIPBL (608667); SMC1A (300040); SMC3 (606062);
HDACS (300269); RAD21 (606462)

Lavender Top (2 x 4 mL)

Fulgent Genetics (fulgentdiagnostics.com)

Comelia de Lange syndrome 1 (122470); Conelia de Lange
syndrome 2 (300590); Comelia de Lar

Next-G

‘Cornelia de Lange syndrome 4 ( 614701); Cornelia de Lange
‘syndrome 5 (300882)

sequencing

Cortical Brain Malformations Panel [698]

346

ARFGEF2 (605371), ARX (300382), DCX (300121),
EOMES (604615), FKRP (606596), FKTN (607440),
FLNA (300017), GPRS6 (604110), LAMC3 (604349),
LARGE (603590), NDE1 (609449), OCLN (602876),
PAFAH1B1 (601545), POMGNT1 (606822), POMT1
(607423), POMT2 (607439), RELN (600514), SRPX2

(300642), TUBALA (602529), TUBAB (605742),

TUBB2B (612850), TUBB3 (602661), VLDLR(192977)

Lavender Top (EDTA)

GeneDx (www.genedx.com)

Lisencephaly: Lissencephaly and subcortical band
heterotopia (SBH), Alpha- dystroglycanopathies,
Periventricular nodular heterotopia (PVNH);
Polymicrogyria

Exon Array CGH, Next-
gen Sequencing

15-Sep-22

Corticotropin Releasing Factor (CRF, CRH)

3ml EDTA plasma should be collected and separated as soon
as possible. Plasma should be frozen immediately after
separation

Inter Science Institute - 944 West Hyde Park
Blvd, Inglewood, CA 90302

RIA

2017/03/09

Cortisol, free [CORTF]

Red Top or Lavender Top

Mayo Clinical Laboratories
(www.mayomedicallaboratories.com)

Coxiella burnetii (Q fever), Molecular Detection, PCR, Blood
[CBBRP]

Whole blood EDTA; Stable 7 days only at at 4°C or -20°C.

31-Oct-20

Mayo Clinical Laboratories
(www.mayomedicallaboratories.com)

Figvre Q (Coxiella burnetii 1gG et IgM) at CHUS
Fleurimont

31-Oct-20
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Appelation approuvée de I'analyse ou maladie associée [avec numéro de
phénotype MIM] / Approved test name or Associated Disease [with MIM Phenotype
Number]

Craniosynostosis Non-Syndromic (select exons of FGFR3
gene)

Code Test / Test Code
(Dictionnaire MSSS)

FGFR3 (134934)

LISTE DES ANALYSES EFFECTUES HORS-QUEBEC
List of testing done out of Québec
LABORATOIRES CLINIQUES CUSM/ MUHC CLINICAL LABS

REGLES DE MANUTENTION / Handling Conditions

Lavender Top (EDTA)

LABORATOIRE DESIGNE / Designated laboratory

Molecular Genetics Laboratory, Hospital for Sick|
Children
(www.sickkids.ca/PaediatricLaboratoryMedicine
ILaboratories-Services/Molecular-Genetics-

Laboratory/index.html)

RENSEIGNEMENTS SUR L'ANALYSE / Test
details

Craniosynostosis

Centre universitaire
de santé McGill

METHODE / Methode

Sanger sequencing;
FGFR3 (p.Pro250Arg)

NOTE PARTICULIERE /
Special comment

McGill University
Health Centre

Date de la
révision / Date of
revision

Creatine Disorders Panel, Urine [CRDPU]

GATM (602360); SLC6A8 (300036)

Random urine

Mayo Clinical Laboratories
(www.mayomedicallaboratories.com)

arginine:glycine amidinotransferase deficiency
(602360/612718), uanidinoacetate
methyltransferase deficiency (601240/612736),
creatine transporter (SLC6A8) defect
(300036/300352)

Crouzon Syndrome (select exons of FGFR2 and FGFR3 gene)

FGFR2 (176943); FGFR3 (134934)

Lavender Top (EDTA)

Molecular Genetics Laboratory, Hospital for Sick|
Children
(wwuw.sickkids.ca/PaediatricLaboratoryMedicine
/Laboratories-Services/Molecular-Genetics-

Laboratory/index.html)

Craniosynostosis: Crouzon syndrome (123500)

Sanger sequencing:
FGFR2 (exon 7 and 8);
FGFR3 (p.Pro250Arg)

Cryoglobulin and Cryofibrinogen Panel, Serum and Plasma
[CRGSP]

Cryofibrinogen
Collection Container/Tube: Lavender top (EDTA)
Submission Container/Tube: Plastic vial
Specimen Volume: 1 mL.
Collection Instructiors:
1. Tube must remain at 37 degrees C.

2. Centrifuge at 37 degrees C. (Do not use a refrigerated centrifuge. If
absolutely necessary, ambient temperature is acceptable.) It is very important
that the specimen remain at 37 degrees C until after separation of plasma from

red cells.
3. Place plasma into an appropriately labeled plastic vial. Cryoglobulin
Collection Container/Tube: Red top
Submission Container/Tube: Plastic vial
Specimen Volume: 5 mL
Collection Instructiors:
1. Tube must remain at 37 degrees C.
2. Allow blood to clot at 37 degrees C.

3. Centrifuge at 37 degrees C. (Do not use a refrigerated centrifuge. If
absolutely necessary, ambient temperature is acceptable.) It is very important
that the specimen remain at 37 degrees C until after separation of serum from

red cells.
4. Place seruminto an appropriately labeled plastic vial

Mayo Clinical Laboratories
(www.mayomedicallaboratories.com)

Evaluating patients with vasculis,
glomerulonephritis, and lymphoproliferative diseases

Evaluating patients with macroglobulinemia or
myeloma in whom symptoms occur with cold
exposure

immunofixation

Prevention Genetics

Chronic Infantile Neurological, Cutaneous And

Cryopyrin-Associated Periodic Syndromes via the NLRP3 Atticular Syndrome  (607115); Familial Amyloid q L
Gene [1638] NLRP3 (606416) Lavender Top (EDTA) (www.preventiongenetics.com) Nephropathy With rticaria And Deafness Sanger sequencing 10-Jul-23
(191900): Familial Cold Utticaria
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. NP . . Reserved for
Crypt | Ant lat¢ lutinati 319] 2020 . N . » = MiraVista Di t N N 08-Sep-22
pypieccecalignioegilaraiiaiop B U] CSF: Collect in sterile container. Centrifuge to remove white raVista Diagnostics Microbiology P
cells and particulate matter. STABILITY refrigerated/Frozen: 2
months
14-3-3 protein testing of
. . . " . cerebrospinal fluid . .
CSF Protein Immunoassay Panel (CJD Protein Test Panel) 1383 2.0mL CSF; Frgeze sample as soon as posslble after National Mlcrohlology'Lal.mratoly, Health CreutzfekdtJakob Disease (CID) (CSF) (ELISA); PrPd Should be r'eglsterd with 24-May-17
collection. Ship frozen on dry ice. Canada (Winnipeg) N . surveillance.
(QuIC); Tau protein
(ELISA)
CSTB dodecmer repeat expansion [7084] CSTB (601145) Lavender Top (EDTA) Ambry Genetics Eplepsy. p'°g'eisu'x:;m'vy;f:ggfa$)(u"Vwmm and
Currarino syndrome MNX1 (142994) Lavender top (EDTA) Diagenos (www.diagenos.com) Currarino syndrome (176450) Sanger sequencing
Currarino syndrome MNX1 (142994) Lavender top (EDTA) Centogene AG (www.centogene.com) Currarino syndrome (176450) Sanger sequencing
Cyclic AMP, Urinary Excretion [GRP] Serum (Red Top) AND random urine resquired. Store frozen. ME® C“m?al Laborato(les 19-May-17
(www.mayomedicallaboratories.com)
Cystatin C [CYSTC] 78 Serum. Store and send frozen In-Common Laboratories Immunonephelometry 06-Sep-18
Genome Diagnostics
The Department of Paediatric Laboratory
Medicine
Cystic Fibrosis: CFTR Deletion Duplication Analysis 763 CFTR (602421) Lavender Top (EDTA) The Hospital for Sick Children Cystic Fibrosis (219700) MLPA
(www.sickkid: iatri icil
divisi [of 1ome-
diagnostics.htmkgenome)

Cystinuria NGS Panel 807 SLC3A1 (104614); SLCTA9 (604144); PREPL (609577) Lavender Top (2 x 4 mL) Fulgent Genetics (fulgentdiagnostics.com) Cystinuria (220100) NextGen Sequencing 22-Dec-20
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Centre universitaire
de santé McGill

McGill University

List of testing done out of Québec Health Centre

Appelatio:
phénotype MIM] / Approved test name or Associated Di
Number]

LISTE DES ANALYSES EFFECTUES HORS-QUEBEC @

LABORATOIRES CLINIQUES CUSM/ MUHC CLINICAL LABS

REGLES DE MANUTENTION / Handling Condition

RE DESIGNE / Designated laboratory

IGNEMENTS SUR L'ANALYSE / Test

METHODE / Methode

NOTE PARTICULIERE /
ial comment

Cytochrome P450 2D6 (CYP2D6) Comprehensive Cascade s CYP2DB (124030) Lavender Top (EDTA). Stable for 30 days at 4°C. Mayo Cllnu?al Laboratofles 31-0ct-20
[2D6CV] (www.mayomedicallaboratories.com)
Cytokine Panel [CYPAN] 1523 Lavender Top (EDTA). Stable for 30 days at 4°C. ( M[:isfm“:;;;?;:ﬁ?efmm) includes soluble interleukin-2 receptor bea?f;sjsor;ll;:;plex 18-Apr-23
Dabigratan Serum (Light blue top) Quest Diagnostics
B e Leukoencephalopathy with brain stem and spinal
. B aporatories d h d I { (611105) :
DARS?2 Full Gene Sequencing Analysis [MOL094] DARS? (610956) Lavender Top (EDTA) e g R ARG Mool remyr. | S2NGET Sequencing 14-May-20
tRNA Synthetase Deficiency
Deletion 1p Green Top; RT only Cytogenetics Labgaa"!gzr,] Hospital for Sick Chromosome1p36 deletion syndrome (607872) microarray
5 APP C90rf72 CHMP2B FUS GRN MAPT PSEN1 Prevention Genetics
Dementia Panel [10309] 598 PSEN2 SQSTM1 TARDBP TREM2 TYROBP UBQLNZ Lavender Top (EDTA) R preventiongenetics.comm) 10-Jul-23
Developmental Disorders Panel [MS0101] 718 Lavender Top (EDTA) Blueprint Genetics http:/blueprintgenetics.com/ NGS 22-Feb-24
Dexamethasone [FDXM] 1465 Red Top preferred. Serum stable for 28 d at -20°C. Yy C“m?al Laboratunjles LC-MsS 06-Oct-22
(www.mayomedicallaboratories.com)
Diabetes Insipidus Panel [K11801] 1457 AQP2 AVP AVPR2 Lavender Top (EDTA)2x 4 mL Blueprint Genetics http:/blueprintgenetics.com/ NextGen Sequencing 28-Feb-20
DICER1 single gene test [S00555] 246 DICERL Lavender Top (EDTA)2x 4 mL Blueprint Genetics http:/blueprintgenetics.com/ NextGen Sequencing 28-Feb-20
Dihydrotestosterone, Serum [DHT] 1459 Red Top or Gold Top. Store serum and send frozen In-Common Laboratories ELISA 30-Jan-20
Dilated Cardiomyopathy NGS Panel 286 Lavender Top (EDTA)2x 4 mL Fulgent Genetics (fulgentdiagnostics.com) 31-Oct-21
. . . " ’ Clinical Lab. . Dupont lactase, maltase, sucrase,
Disaccharidase Determination, Small Bowel Biopsy 85 Intestinal blopsy_, 2-_5 mg wet weight. Stqre at-70°C until Hospital for Children, Wilmington, DE (www.nemours.org) palatinase and 20.Feb-24
shipping and send on dry ice (https:/fwww.nemours.org/pediatric-
e 2 Jab.tmi) glucoamylase
Disorders of Sex Development Sequencing Panel with CNV Prevention Genetics Exome sequencing with oy
Detection [4509] e eveeter IEp (ET7) (www.preventiongenetics.com) CNV detection LOuEz
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LISTE DES ANALYSES EFFECTUES HORS-QUEBEC
List of testing done out of Québec

Centre universitaire
de santé McGill

McGill University
Health Centre

Appelation approuvée de I'analyse ou maladie associée [avec numéro de
phénotype MIM] / Approved test name or Associated Disease [with MIM Phenotype
Number]

Code Test / Test Code
(Dictionnaire MSSS)

LABORATOIRES CLINIQUES CUSM/ MUHC CLINICAL LABS

REGLES DE MANUTENTION / Handling Conditions

LABORATOIRE DESIGNE / Designated laboratory

RENSEIGNEMENTS SUR L'ANALYSE / Test
details

METHODE / Methode

NOTE PARTICULIERE /
Special comment

Date de la
révision / Date of
revision

Distal Hereditary Motor Neuronopathy Type 28 (608634);
Charcot:MarieTooth Disease Type 2F (606595); Disal
Hereditary Motor Neuronopathy Type 2A (158590); Charcot-
Marie-Tooth Disease, Type 2L (608673); Distal Hereditary
Molor Neuronapathy Type 5 (500734); Charcol-Mark-Tooth
Disease Type 2D (601472); Spastic Paraplegia 17 (270685);
A
ATPT7A (300011); BSCL2 (606158); DCTNL (601143); Vir-Tooi Diease Ty 2 (3607, Spal Mosoutr o
DNMT1 (126375); FIG4 (609390); GAN (605379); Atrophy, Distal, Congenital Nonprogressive (600175) Next Generation
DISTAL HEREDITARY MOTOR NEUROPATHY NGS GARS (600287); HSPB1 (602195); HSPB! 0140; 3 ropf i ing (NGS) and
5 il n ( 2)iliShBe (600 Lavender Top (2 x 4 mL) Fulgent Genetics (1 .com) | DISTAL MOTOR, ( )
PANEL IGHMBP2 (600502); MEGF10 (612453); REEP1 TYPE VIIB; HMNB (607641) Perry Syndrome (163605); Sanger sequencing
(609139); SETX (608465); SLCSAT (608761); TRPVA Crarcot-Marie-Tooth Disease, Type 4) (511228); Neuropaty, technologies
(605427) Herediary Sensory, Typ le (614116); Myopethy, Early-Onset,
Areflxia, Respiatory Distress, And Dysphaga (614399),
Neuronopathy, distal hereditary motor, type VIIA (158580); Giant]
Axonal Neuropathy (256850); Spinal Muscular Atrophy, Distal, X
Linked 3 (300489); Nevromyotonia an axonalneuropethy,
o0): iy,
motor, type VB (614751); Spinal Musculer Arophy Wi
Respiatory Distrss 1 (504320)
. R . B Mayo Clinical Laboratories benzthiazide, bumetanide, chlorothiazide,
Diuretic Screen, Urine [FDIRU] Random urine e y . chlorthalidone, furosemide, hydrochlorothiazide,
(www.mayomedicallaboratories.com) hydroflumethiazide, and metolazone
- Mayo Clinical Laboratories
DNA Double-Standed Antibodies, 19G, Serum [ADNA] 1465 Serum SST. Stable at -20°C for 21 days. e . . ELISA 20-Aug-21
(www.mayomedicallaboratories.com)
Doxycycline [94093] 1465 Serum (2 mL). Store frozen. Quest Diagnostics 21-Feb-20
Drug Dependent Platelet Antibody [9000] 1465 Gold SST Blood Center of Wisconsin
- o o Mayo Clinical Laboratories . .
Drug Screen, Prescription/OTC, Urine [PDSU] 1465 Random urine Y ; . Trifluoperazine (stelazine) 20-Oct-20
(www.mayomedicallaboratories.com)
Molecular Genetics Laboratory, Hospital for Sick|
Children .
Duchenne and Becker Muscular Dystrophy (310200 and L L . 1. Sanger sequencing 2.
Dy ¢ 617 DMD (300377) Lavender Top (EDTA) (www.sickkids.ca/PaediatricLaboratoryMedicine ger seq 9 04-May-17
300376) . i N gene dosage
ILaboratories-Services/Molecular-Genetics-
Laboratory/index.html
Alerating hemiplga of chikiood 2 (G14820); CAPOS
' D
(159900); Dystonia, primary cervical; Dystonia 16 (612067);
ANO3, ATP1A3, CACNALB, CIZ1, COL6A3, DRD2, Conwiions,familal nfantie, with paroxysmal chorecethetosis
5 S DRDS, GCHL, GNAL, HPCA, KCTD17, PNKD, PRKN, . . y (EE25) EPEFmls AT 62 e R, 3 Next-Generation See Med Neurogenetics
Dystonia Dyskinesia NGS Panel 1096 A - . . Lavender Top (2 x 4 mL, Fulgent Genetics (fulgentdiagnostics.com; (605751, . 13-Jul-21
) i PRKRA, PRRT2, SCP2, SGCE, SLC2AL, SLC6A3, SPR, it ) g (fulg J ) ystoni and motor ety (63726 Dystonia 1, myosic sequencing Panel
TAF1, TH, THAPL, TOR1A, TUBB4A (159900); Pridnsonism-Cystona, infantie (613315); Dystoni,
fopa-responsive, due to sepiapterin reductase deficiency
(612716); Dystoia-Parkinsonism, X-nked (314250); Dystoria 6,
forson (602629); Dystoni-1, torsion (128100)
A . Next-Generation
Dystonia/Parkinson Panel [T402] 1096 Lavender Top (EDTA) GeneDx (www.genedx.com) SRR 04-Apr-22
ACY1, ADGRV1, ADSL, ALDHTAL, ALGI3, ARFGEF2, ARHGEFIS,
ARHGEF9, AR, ATP1A2, ATPGAP2, AUH, BCKDK, CACNALA,
CACNAZD?, CACNB, CDKLS, CHD2, CHRNAZ, CHRNA4, CHRNAT,
‘CHRNB2, CLCN4, CLN3, CLNS, CLNG, CLN3, CNTNAP2, CPAG, CSTB,
CTSD, CTSF, DEPDCS, DNAICS, DNML DYNCIHL, DYRKIA,
EEF1A2, EFHCL, EPM2A, FARS2, FOLRL FOXGL GABRAL, GABRE2,
‘GABRB3, GABRD, GABRG2, GAMT, GATM, GNAOL, GOSR2, GRINL,
e (GRIN2A, GRIN2B, HCN1, HCN2, HNRNPU, IQSEC2, KANSLL. KCNB1, ) . .
Early-Onset Epileptic Encephalopathy Panel KCNH2, KCNHS, KCNJ10, KCNQ2, KCNQ3, KCNTL, KCTD7, KPNAT, Lavender Top (2 x 4 mL) Fulgent Genetics (fulgentdiagnostics.com)
LGI1, LIAS, MAGI2, MBDS, MECP2, MEF2C, MFSD8, MTOR, NEDDAL,
NHLRCL NRZFL, NRXNL PCDHI9, PIGA, PIGO, PIGV, PLCBI, PNKP,
PNPO, POLG, PPT1, PRICKLEL, PRRT2, QARS, RBFOX1, RBFOXS,
ROGDI, SCARB, SCNLA, SCN1B, SCN2A, SCN3A, SCNSA, SCNEA,
SCNOA, SIK1, SLC12A5, SLC13AS, SLCI9A3, SLC2SAL2, SLC25AZ2,
SLC2AL, SLC35A, SLCBAS, SLC9AG, SPTANL, SRPX2, STIGALS,
STAGALS, STXIB, STXBPL, SYN1, SYNGAPL, SZT2, TBC1D24, TCF4,
TNK2, TPPL, TSC1, TSC2, UBE3A, WDRdS, WWOX, ZEB2
ADAMTS?, ATP7A, CHST14, COL1AL, COL1A2, NextGen Sequencing
Ehlers-Danlos Syndrome Panel [CA0101] 575 COL3AL, COL5AL, COL5A2, DSE, FKBP14, FLNA, Lavender Top (EDTA) Blueprint Genetics http:/blueprintgenetics.com/ 01-Feb-24
PLODL, SLC39A13 Del Dupl
. y . Mayo Clinical Laboratories Requires special
Encephalopathy, Autoimmune Evaluation [ENCES CSF] CSF minimum 3 cc Ve y . IFA, RIA, CBA, WB q P 09-Aug-22
(www.mayomedicallaboratories.com) permission
A q Mayo Clinical Laboratories Requires special
Encephalopathy, Autoimmune Evaluation [ENCES serum] Red top, 7-10 cc of blood Ve . . IFA, RIA, CBA WB q P 09-Aug-22
(www.mayomedicallaboratories.com) permission
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McGill University
Health Centre

Date de la
révision / Date of
revision

1. single exon testing 2.
. . full gene sequencing 3.
Epidermolysis bull 221 COLT7AL (120120 Lavender Top (EDTA] ntogene AG (www.centogene.com; e o
pidermolysis bullosa (226600) ( ) avender Top (| ) Centogene AG (| centogene.com) deletion/duplication
testing
ACY1, ADSL, ALDHTAL, ALG13, ARHGEF9, ARX,
CDKLS, CHD2, CHRNA2, CHRNA4, CHRNB2, CNTNAP2,
DEPDCS, DNM1, FOLR1, FOXG1, GABRAL, GABRB3,
GABRG2, GAMT, GNAOL, GRIN2A, GRIN2B, HCN1,
HNRNPU, KCNA?, KCNB1, KCNQ2, KCNQ3, KCNT1,
Essential Epilepsey Panel 356 Lfc'éﬂ;w:tga'fﬁiyiﬁ;% "ﬂEOFLZg ‘Q‘Q,:TN;' Lavender Top (2 x 4 mL) Fulgent Genetics (fulgentdiagnostics.com)
RNASEH2A, RNASEH2B, RNASEH2C, ROGDI, SAMHD1,
SCN1A, SCN1B, SCN2A, SCN8A, SCN9A, SIK1, SLC19A3,
SLC25A22, SLC2AL, SLC35A2, SLCIAG, SPTANL,
ST3GAL3, ST3GALS, STXBP1, SYNGAP1, SZT2,
TBC1D24, TCF4, TREX1, TSCI, TSC2, UBE3A, ZEB2
Estrone, Serum [E1] 1465 Red Top Only. Store at -20°C for up to 28 days. ey CI|n|§aI Laborato(les disorders of sex steroid metabolism LC-MS 21-Nov-22
(www.mayomedicallaboratories.com)
ACTAL, AMPD1, AMPD3, ANOS, BAG3, BIN1, BSCL2, Muscular dystrophies, Congenital myopathies,
CAPN3, CAV3, CFL2, CHAT, CHRNAL, CHRNBL, Congenital myasthenic syndrome, Nemaline et Ceneraonsepercing e
CHRND, CHRNE, CHRNG, COL6AL, COL6A2, COL6A3, myopathy, Limb girdle muscular dystrophy, Emery- | "NeX“Generation sequencing and gene-
COLQ, CRYAB, DAGL, DES, DMD, DNM2, DOK?, DYSF, Dreifuss muscular dystiophy, Congenital muscular | “oeyr o A7 (eeson ot
Expanded Neuromuscular Disorders: Sequencing and EMD, FHLL, FKRP, FKTN, FLNC, GAA, GLEL, GNE, EGL Genetics Laboratory 2460 Mountain dystrophy, Cardiomyopathies, Myoadenylate BSCL2, CFL2, CHAT, CHRNAL
N IGHMBPZ2, ISPD, ITGA7, LAMA2, LARGE, LDB3, LMNA, ;. deaminase deficiency, Erythrocyte AMP deaminase | CHRNB1, CHRND, CHRNE, CHRNG,
Deletion/Duplication Panel[MM360] MTM1, MTMRI14, MUSK, MYH2, MYH7, MYOT, NEB, Lavender Top (EDTA) Industrial, Tucker GA 30084 deficiency, Myofibrillar myopathy, COLQ, DNM2, DOK7, FHLL FLNC, Fomerly Emory
PABPNL, PLEC, PLEKHGS5, PMM2, POMGNT1, POMT1, (geneticslab.emory.edu) Duchenne/Becker muscular dystrophy, Congenital | GLEL GNE, IGHMBP2, ISPD, MTM1,
POMT2, PTRF, PYGM, RAPSN, RYR1, RYR2, SCN4A, disorder of glycosylation type 1a, Malignant UL 5 VS N2 "E’EHGS-
SEPN1, SGCA, SGCB, SGCD, SGCE, SGCG, SIL1, SYNEL, hyperthermia susceptibility, Myoclonus dystonia, szz;’g%g:i:f;&;‘
SYNE2, TCAP, TNNI2, TNNT1, TPM2, TPM3, TRIM32, i syndrome, Distal gryposis, . )
TTN, VRK1 NMD, Neuromuscular disorders
F-Actin Ab, IgG, Serum [FACT] 1069 Serum (Gold or Red Top). Stableafor 21 days at 4°C (preferred) Mayo CI|n|§aI Laborato(les ELISA 17-Aug-23
or -20°C. (www.mayomedicallaboratories.com)
Cincinnati Children’s
.5 mL rum- spun, I frozen within 2 hrs of Hospital Medical Center
Factor B 0.5 ed top serul spu . sepa ated, ozen wit s 0f ospital Medical Cel ter 15-Nov-17
collection; ship on dry ice 3333 Burnet Avenue NRB 1042 Cincinnati, OH
45229 (www.cincinnatichildrens.org)
Cincinnati Children’s
Hospital Medical Center complement-mediated
8 Al 5 15-Nov-17
IRl Zeiinentan 3333 Burnet Avenue NRB 1042 Cincinnati, OH renal diseases FI
45229 (www.cincinnatichildrens.org)
Familial Hemiplegic Migraine (NGS Panel and Copy Number Lavender Top MNG Laboratories Next-Generation Replaced by Blueprint | 21-Aug-20
Analysis + mtDNA) [NGS429] www.medicalneurogenetics.com)/ Dynacare sequencing panel
581 ATP1A2, ATP1A3, BAP1, CACNALA, PRRT2, SCNIA
Familial Hemophagocytic Lymphohistiocytosis (FHL), PRF1 (170280); UNC13D (MUNC13-4) (608897); P 2 a i Available at Fulgent for
Autosomal Recessive; type 2 (603553), type 3 (608898), type 4 STXBP2 (601717); RAB27A (603868); STX11 Lavender Top (EDTA) C}_::::;Tg';;::irgz ﬂgzﬁ:?_lﬁ raf;or:;:)f PRF1 and STX11 also at: Hospital for Sick Children 1450 $ or 1950$ with
(603552) and type 5 (613101) (605014) 9 del/du
Familial Hypocalciuric Hypercalcemia (FHH) Panel [10125] 805 AP2S1, CASR, GNA11 Lavender Top (EDTA) Preventlt?n Genet.lcs Next—Generatlon 10-Jul-23
(www.preventiongenetics.com) sequencing
Familial Limb Girdle Myasthenia Syndrome via DOK7 Gene 626 DOK7 (610285) Lavender Top (EDTA) Preventu?n Genet.lcs Myasthenia, Limb-Girdle, Familial (254300) Available at MNG 10.3ul-23
[7629] (www.preventiongenetics.com)
Farmer's Lung lgG Antibodies, Serum [FLGAB] 1465 Serum (2 mL). Store frozen. In-Common Laboratories M. faeni 19G Ab; T. vulgaris 19G Ab FEIA 10-Mar-20
. . . s N Nuclear Magnetic
For a random collection, a minimum of 5 g (do not send entire Mayo Clinical Laboratories
Fat, Feces [FATF] 1465 ' o A r Resonance (NMR) 03-Aug-22
collection) is required. Store frozen. (www.mayomedicallaboratories.com)
Spectroscopy
ACADS, ACADL, ACADM, ACADS, ACADVL,
CPTIA, CPT1B, CPT2, ETFA, ETFB, ETFDH, GLUD1
. - - " . . N g N . " . . : ; . Replaces: UofA targets
Fatty Acid Oxidation Deficiency NGS Panel 528 HADH, HADHA, HADHB, HMGCL, HMGCS2, Lavender Top (2 x 4 mL) Fulgent Genetics (fulgentdiagnostics.com) |l Fatty ver, aoue, of presnancy 609019); | NextGen Sequencing etz U A e
syndrome, maternal, of pregnancy (609016) mutation testing
HSD17B10, LPINL, SLC22A5, SLC25A20, TAZ
Fatty Acid Oxidation Syndrome Panel [ME1701] 1320 Lavender Top (2 x 4 mL) Blueprint Genetics http://blueprintgenetics.com/ Ne:et;l(is:zir:;lon 29-Feb-20
Cincinnati Children’s
. . Hospital Medical Center complement-mediated
FH Autoantil Testin 2ml frozen serum. " . 15-Nov-17
utoantibody Testing &4 ozen sefu 3333 Burnet Avenue NRB 1042 Cincinnati, OH renal diseases FI 5o
45229 (www.cincinnatichildrens.org)
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Molecular Otolaryngology & Renal Research . §
FH Autoantibody Testing 64 Panel requires at least 2ml frozen serum. Laboratory, U. of lowa Carver College of et ic U f?g'fg;;%p“" suseeptoiity | £) o)A and other assays 31-Oct-17
Medicine (www.medicine.uiowa.edu/morl)
Tomarate hyratase; fumarase Geficency. InChudes: | Sanger sequencing and
FH Gene Sequencing & Del/Dupl [713] 1034 FH (136850) Lavender Top (EDTA) GeneDx (www.genedx.com) Hereditary Leiomyomatosis and Renal cell Cancer 19-Jan-23
(HLRCC) (150800) del/dupl
" . . - L 5 . ACVR1 poil i
Fibrodysplasia ossificans progressiva (135100) ACVRI (102576) Lavender Top (EDTA) University of Pennsylvania School of Medicine |  Fibrodysplasia ossificans progressiva (135100) < Cgf_llrg:utanon
FLT3/NPML 1305 Lavender Top (EDTA). Bone marrow. Stable 24-48 h at RT | Dept Qf CIlnl;aI Laboratory Genetics. Qenoms RNA 10-May-22
after draw. Do not freeze. Diagnostics. Toronto General Hospital.
Liquid
Serum: Collect sample in Red top tube . Chromatography/Tande
Fluconazole, Serum or Plasma [2089SP] 1118 Plasma: Collect sample in Lavender top tube (EDTA) NMS Laboratories m Mass Spectrometry 09-Jun-22
(LCIMSIMS)
Serum Liquid
. - Draw blood in a plain red-top tube(s), serum gel tube is not Mayo Clinical Laboratories Chromatography/Tande
Fluph Proll St PROLX] 929 s N N N N Modecat 26-Jan-20
HTETERL e (e, S| ] acceptable. Spin down and send 3 mL of serum refrigerated in (www.mayomedicallaboratories.com) odecate m Mass Spectrometry
a plastic vial. (LC/MS/MS)
University of lowa Southern blot,
FSHD - Detection of Abnormal Alleles with Interpretation 102 ) G S A G Lavender Top (EDTA). Rejection: Specimens collected more Diagnostic Laboratories D\té%%svcx gt&:;}'gfi:;ﬂz::iﬁtﬁml 4qA 4qVhaplotyping; B
(FSHD1 and FSHD2) ’ than 5 days before receipt by the laboratory. (http://www.healthcare.uiowa.edu/path_handbo Muscular Dystrophy 2 (1539“01) methylation; SMCHD1 Y
ok/rhandbook/test127.html) sequencing
Serum: Collect serum specimens in serum separator or red top
tube. Allow blood to clot for 30 minutes, then centrifuge.
Pipette serum into a transport tube without interfering levels of Colorimetric Fungitell® 0
; o No longer performed in
(1—3)-B-D-Glucan. Most sterile polypropylene DNAase and assay utilizing a (1-3)- rovince. AH-612 must
FUNGITEL BETA-D -Glucan Colorimetric Assay [317] 489 RNAse free tubes are acceptable. MiraVista Diagnostics Elevated in fungal infection B-D-Glucan -specific P . . e 08-Sep-22
CSF: Submit CSF in a sterile screw cap container. STABILITY Limulus Amebocyte Mic‘?gbiolo Y
Room Temperature: Not acceptable. Lysate (LAL) 9y
Refrigerated: 5 days
Frozen: Indefinitely
Collect 3-5 mL blood in a serum separator gel tube (SST). L . Replaced by: 1,3-Beta-D-|
) . . N M: | I L "
Fungitell, Serum [FUNGS] 489 Centrifuge specimen within 2 hours. Ship serum gel tube BRd inica aborato(les Glucan (Fungitell), 20-Jan-20
(www.mayomedicallaboratories.com)
frozen Serum
Gabapentin [GABA] 107 Red Top. Store and send frozen. In-Common Laboratories LC/UV 06-Sep-18
Collect RED or GOLD SST. Store at 4°C for 14 d t- Mayo Clinical Laboratori I .
Galactose-alpha-1,3-galactose (Alpha-Gal) IgE [ALGAL] 1761 orec or o orea or s days ord 2yo LHinice’ aboratories Phadia ImmunoCAP Phadia InmunoCAP | Available at ICL $120 | 09-May-23
20°C (90 days). (www.mayomedicallaboratories.com)
- e § Anti GM1 1gG, Anti GM2 1gG, Anti GM3 1gG, Anti o Replaces Mitogen
Ganglioside Antibodies Profile IgG & IgM, Serum [GANGM 2 GD1a IgG, Anti GD1b IgG, Anti GT1b IgG, Anti GQ1b | Serum (Red Top); Plasma (EDTA, Heparin, Citrate). Stable 14 (A LS EUROImmun Nt Bl 09-Mar-23
S] 19G, Anti GM1 IgM, Anti GM2 IgM, Anti GM3 IgM, Anti d. Store frozen. EUROBIotOne 9 "
GD1a IgM, Anti GD1b Profile
MNG Laboratories Charcot-Marie-Tooth disease, type 2D (601427);
GARS Full Gene Sequencing Analysis [MOL167] GARS (600287) Lavender Top (EDTA) . N Neuropathy, distal hereditary motor, type V Sanger sequencing 09-May-20
(www.medicalneurogenetics.com)/Dynacare (600794)
Molecular Genetics Laboratory, Hospital for Sick| Di . bl
Children ‘Gaucher's Disease, Type 1 (230800); Gaucher g"e‘:t‘"l,“tat"’_"AaK"Jagﬁz
Gaucher Disease (recurrent mutations) GBA (606463) Lavender Top (EDTA) (www.sickkids.ca/Paediatricl aboratoryMedicine [ (e Pornd Ll (35019% Seete (semn:it?vli(t);'s Z;lhers 50-
/Laboratories-Services/Molecular-Genetics- Gaucher Disease, Type Ilic (231005) .
h 60%
Laboratory/index.html)
. — ‘Gaucher's Disease, Type 1 (230800); Gaucher
revention Genetics Disease, Perinatal Lethal (608013); Subacute -
GAUCHER DISEASE VIA THE GBA1/GBA GENE [479] 464 GBA (606463) Lavender Top (EDTA) (www.preventiongenetics.com) Neuronopathic Gaucher's Disease (230900); Sanger sequencing 04-Jan-24
Gaucher Disease, Type lllc (231005)
Molecular Genetics Laboratory, Hospital for Sick|
Children
Gene dosage for FGFR2, FGFR3 & TWIST FGFR? (176943); FGFR3 (134934); TWIST1 (601622) Lavender Top (EDTA) (www.sickkids.ca/PaediatricLaboratoryMedicine Craniosynostosis del/dupl
ILaboratories-Services/Molecular-Genetics-
Laboratory/index.html)
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Ocular genomics
Genetic Eye Disease Panel for Strabismus (Gedi-S] (eI BRI, ST A, ELEE) Lavender Top (EDTA) 2-5 cc https://oculargenomics.meei.harvard.edu/index. Strabismus NextGen Sequencing
KIF21A, HOXBL
: php/gdt)
CFH (134370), CFI (217030), MCP (120920), CFB.
) (138470), CFHRS (608553, C3 (120700), THAD Molecular Otolaryngology & Renal Research | yombotc microangiopathies: Hemolytic Uremic Next-Generation
Genetic Renal Panel 1285 ) AT Lavender Top (EDTA) Laboratory, U. of lowa Carver College of Syndrome, atypical Hemolytic Uremic Syndrome o 23-Mar-20
) (604134) DGKE (601440, PLG e e oo | ¥t Tt Tnombaytopnic s~ | Seduencing; MLPA
(173350); CFHR3-CFHR1 (605336/134371) edicine (www.medicine.uiowa.edu/morl)
Collect 10mL blood in special ISI GI Preservative tube
yielding special Gl plasma and separate in refrigerated
Ghrelin 1465 centrifuge as soon as possible. Transfer 3-5mL immediately InterScience Institute EIA/ELISA 08-Dec-22
into non-glass shipping vial. Minimum specimen size is 1mL.
Freeze specimen at -20°C.
Molecular Genetics Laboratory, Hospital for Sick|
Children
L der top (EDTA); St it RT or 4°C fi to 48 h aft L I .
GLA gene dosage 469 GLA (300644) L )'. ore @ o or orupto ater (wwwi.sickkids.ca/PaediatricLaboratoryMedicine Fabry Disease (301500) MLPA
drawing. At 4°C for >48 h. N N N
/Laboratories-Services/Molecular-Genetics-
Laboratory/index.html)
Molecular Genetics Laboratory, Hospital for Sick
. o Children
GLA gene sequencing 469 GLA (300644) LEREr (EDTA)', SIIo athT G DBl (www.sickkids.ca/PaediatricLaboratoryMedicine Fabry Disease (301500) Sanger sequencing
drawing. At 4°C for >48 h. A 0
/Laboratories-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.
Glucagon, Plasma [GLP] 110 2. Prechill tube at 4 degrees C before drawing the speci.men. Mayo CIiniFaI Laboratofies RIA 17-Mar-20
3. Draw the prechilled tube, and process as follows: (www.mayomedicallaboratories.com)
a. After drawing specimen, chill tube in wet ice for 10 minutes.
b. Centrifuge in a refrigerated centrifuge or in chilled centrifuge
cup.
c. Immediately after centrifugation, remove plasma, place in a
plastic transport vial (Supply T465), and freeze.
GLUCOSE TRANSPORTER TYPE 1 DEFICIENCY BC Children’s Hospital & BC Women’s Sanger sequencing &
SLC2AL1 (138140) . 19-Oct-17
SYNDROME (06777) ¢ ) levgisbriep (ED) Hospital, Canada (http://www.genebc.ca) reflex MLPA °
GLUCOSE-6-PHOSPHATE DEHYDROGENASE Prevention Genetics
G6PD (305900 - y S 10-Jul-23
DEFICIENCY VIA THE G6PD GENE [7657] — Lavender Top (EDTA) (www.preventiongenetics.com) Hemolyic anemia du o GePD ceioncy (soosog)|  SANGEr sequencing |
GLUT1 Deficiency Syndrome (SLC2A1 Single Gene Test) 262 SLC2A1 (138140) Lavender Top (EDTA) [2 tubes] Fulgent Genetics (fulgentdiagnostics.com) NextGen Sequencing 28-Feb-20
NOT AVAILABLE:
Glutamate Receptor R1 Wash U, Mayo, Oxford 21-Apr-17
AGL 610650
ALDOA 103850
ALDOB 612724
ENO3 131370
GEPC 613742
Glycogen Storage Disease Type 1l (232400);
pnpetion Glycogen Storage Disease Type IA (232200);
GYS1 138570 Glycogen Storage Disease Type Il (232300);
GYS2 138571 Glycogen Storage Disease Type IV (232500);
LAMP2 309060 Glycogen Storage Disease Type 0 (240600); .
LDHA 150000 Glycogen Storage Disease Type VI (232800); Next Generation
Glycogen Storage Disease and Disorders of Glucose 476 PCK1 614168 Lavender Top (EDTA) Prevention Genetics g&x:;ﬁ?;ess:;e;yy::||>><(a‘11((33()n%505090)i Sequencing (NGS) and RS
Metabolism Sequencing Panel with CNV Detection [10385] jesrane (www.preventiongenetics.com) Glycogen Storage Discase Type IX (261750); Sanger sequencing
e et technologies
PHKAL 311870 Glycogen Storage Disease Type V (232600);
PHKA2 300798 Glycogen Storage Disease Type Ib (232200);
PhkGR AT Glycogen Storage Disease Type I (232240);
e Fanconi-Bickel Syndrome (227810)
brom cosss
SLC16A1 600682
SLC2A2 136160
SLCaTAd 602671
GLYCOGEN STORAGE DISEASE TYPE Il VIA THE AGL Prevention Genetics Glycogen Storage Disease Type Il (GSDINI) .
AGL (610680 - - 10-Jul-23
GENE [9349] M d J LEVEEEN e (EDE) (www.preventiongenetics.com) ST S .
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ELHCIOE N SR A PIRZARE INMAS Y A Wi EEEE 476 GBEL (607893) Lavender Top (EDTA) Prevention Gen Glycogen Storage Disease Type IV (232500) Sanger sequencing 10-Jul-23
GENE [5431] (www.preventiongenetics.com)
Goose Feather (e70) IgE, Serum 1419 Gold SST Check if available at CHUM 07-Oct-19
Granulocyte Ab, Serum [LAGGT] 1836 Gold SST or Red Top Y CI|n|§aI Laboratupes 22-Mar-22
(www.mayomedicallaboratories.com)
GRHPR Gene, Full Gene Analysis [SRHMS] GRHPR (604296) Lavender top (EDTA) My ClL e LT Hyperovaura, primary, e 1l cogoogy | SENGET sequencing and.
(www.mayomedicallaboratories.com) MLPA
3 mlserum (Red or Gold Top) or EDTA plasma should be
Growth Hormone Releasing Hormone (GH-RH) collected and separated as soon as possible. Freeze the plasma InterScience Institute 19-Jan-23
i after separation. Minimum i sizeis 1 ml.
Haloperidol, Serum,/Plasma 115 Red Top or Li heparin (light Green Top) In-Common Laboratories LC-MS 09-Sep-21
Molecular Genetics Laboratory, Hospital for Sick|
Children 1. EYAlgene
Hearing Loss: Branchio-Oto-Renal (BOR) Syndrome (115630) EYAL (601653) Lavender Top (EDTA) (www.sickkids.ca/PaediatricLaboratoryMedicine sequencing 2. EYA1
/Laboratories-Services/Molecular-Genetics- gene dossage
Laboratory/index.html)
Molecular Genetics Laboratory, Hospital for Sick|
Children 1. GJB2 sequencing and
Hearing Loss: Non-Syndromic (Connexin 26 & 30) GJB2 (121011); GIB6 (604418) Lavender Top (EDTA) (www.sickkids.ca/PaediatricLaboratoryMedicine GJB6 deletion 2. GIB2
/Laboratories-Services/Molecular-Genetics- sequencing only
Laboratory/index.html)
HIT Confirmatory Test
. . (Serotonin Release
1) RED TOP. 4 mL. Draw blood into red-top vacutainer and . )
Heparin Induced Thrombocytopenia Testing [HIT] 116 allow to clot. Centrifuge and transfer serum to two plastic tube. Rk Immunology Labpratory, RAch ity sy R $500’.HIT 24-Aug-23
2) Freeze promptly. Ship frozen IR Ster (A
- PF4/heparin EIA) $200;
SRA & EIA $500
. . . L Next-Generation
Hereditary Angioedema Panel [55680] 1505 SERPINGL (606860); ANGPTL; F12; PLG Lavender Top (EDTA) Invitae (www.invitae.com) Hereditary Angioneurotic Edema (106100) ST 14-Nov-23
HEREDITARY DIFFUSE GASTRIC CANCER (137215) VIA Prevention Genetics
CDH1 (192090) -Jul-
THE CDH1 GENE [7393] e LB (EEERY (wwwpreventiongenetics.com) 10-0u-23
Sanger sequencing.
. ) e i, | Panel: EPOR: 133171,
Erythrocytosis, familial, 1 (133100); Erythrocytosis, +
Hereditary Erythrocytosis Mutations [HEMP] 1582 B ) Lavender Top (EDTA) Sy @It LA Ea s familis, 2 (263400); Erythrocytoss, famill, 3 EGLNL: 606425, 20-Oct-20
( ). ( ) ( ) (www.mayomedicallaboratories.com) (609820); Erythrocytoss, familil, 4 (611783) EPASL: 603349, AS
reflex VHL: 608537
Hemochromatosis Type 5 (615517);
Hyperferritinemia Cataract Syndrome (600886);
FTH1 (134770); FTL (134790); HAMP (606464); HFE . . Hemochromatosis Type 4 (606069); g )
HEREDITARY HEMOCHROMATOSIS PANEL [10243] 1655 (613608); HIV (608374); SLCAOAL (60463); TFR2 Lavender Top (EDTA) Prevention Genetics I 2 Next-Generation 10-Jul-23
(www.preventiongenetics.com) lemochromatosis Type 28 (( ) sequencing
(604720) Hemochromatosis Type 3 (604250);
Hemochromatosis Type 1 (235200)
Hereditary Melanoma and Skin Cancer Panel [ON0501] 243 Lavender Top (EDTA) Blueprint Genetics http:/blueprintgenetics.com/ NextGen Sequencing 15-Dec-20
AARS, ATL1, ATP7A, BSCL2, DNAIB2,
DNM2, DNMT1, DYNC1H1, EGR2, FAM134B, FGD4,
FIG4, GAN, GARS,
GDAP1, GJBL, GLA, HINT1, HSPB1, HSPBS8, IGHMBP2,
IKBKAP, INF2,
" o KIF1A, KIFSA, LITAF, LMNA, LRSAM1, MFN2, MPZ,
Hereditary Neuropathy Sequencing & Del/Dup Panel [737] 656 MTMR2, NDRGL, Lavender Top (EDTA) GeneDx NGS 31-May-22
NEFL, NGF, NTRK1, PLEKHGS, PMP22, PRPS1, PRX,
RABTA, REEP1
(C20RF23), SBF2, SCN9A, SH3TC2, SLC12A6, SLC52A2,
SPTLCL, SPTLC2,
TFG, TRPV4, TTR, WNK1 (exon 10 only), YARS
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LISTE DES ANALYSES EFFECTUES HORS-QUEBEC
List of testing done out of Québec
LABORATOIRES CLINIQUES CUSM/ MUHC CLINICAL LABS

Centre universitaire McGill University
de santé McGill Health Centre

Appelatio o .
phénotype MIM)] / Approved test name or Associated Dis REGLES DE MANUTENTION / Handling Condition UENEHNENSSURIAANERIE | ooz iy NOT‘: ':::HT‘:’?(UL R
Number] 8
Molecular Genetics Laboratory, Hospital for Sick|
. . . . Children Price of individual genes:
;‘:;Zf'ltiary SIFESIE T S5 AW DA 18- 657 Lavender Top (EDTA) (www.sickkids.ca/PaediatricLaboratoryMedicine NextGen Sequencing $500 (seq) + 500% 21-Aug-19
/Laboratories-Services/Molecular-Genetics- (del/dupl)
Laboratory/index.html)
Molecular Genetics Laboratory, Hospital for Sick|
Hereditary Spastic Paraplegia: Autosomal Recessive [HSP- Gty Rrceloflindiialoenesy
Y Spi pedia: 657 Lavender Top (EDTA) (www.sickkids.ca/PaediatricLaboratoryMedicine NextGen Sequencing $500 (seq) + 5008 21-Aug-19
Panel 2] . . y
/Laboratories-Services/Molecular-Genetics- (del/dupl)
Laboratory/index.html)
Molecular Genetics Laboratory, Hospital for Sick|
Hereditary Spastic Paraplegia: Comprehensive Testing [HSP- Gilfizv Rrc=loflindiviialoenest
Y Sp plegia: P 9 657 Lavender Top (EDTA) (www.sickkids.ca/PaediatricLaboratoryMedicine NextGen Sequencing $500 (seq) + 500% 21-Aug-19
COMP] . - N
/Laboratories-Services/Molecular-Genetics- (del/dupl)
Laboratory/index.html)
Molecular Genetics Laboratory, Hospital for Sick Deletion & Duplication
n q . q S~ A Children analysis by exon
ATy Sl TD (R =g (el e @ DU e AT S 657 Lavender Top (EDTA) (www.sickkids.ca/PaediatricLaboratoryMedicine targeted microarray 21-Aug-19
[HSP-DOSAGE] . - N
ILaboratories-Services/Molecular-Genetics-
Laboratory/index.html)
CVR2B, CCDC39, CCDCAO, CFCL, DNAAFL,
Heterotaxy and Situs Inversus NGS Panel 385 gmeéNTﬁA ;g*?_ﬁ?éé‘f&@:i:gﬁ; Lavender Top (2 x 4 mL) Fulgent Genetics (fulgentdiagnostics.com) NextGen Sequencing
NKX2-5, NMES, NODAL, ZIC3
4 mL urine from a 24-hour collection containing 10 mL 6N
HCI; Altenate: No presevative. Specimen Stability:
Room temperature: 48 hours,
. . . Refrigerated: 14 days, Mayo Clinical Laboratories L
AT, 22 U (AR B Frozen: 14 days. Patient should refrain from taking allergy (www.mayomedicallaboratories.com) crciod TRy L
causing drugs, antihistamines, oral corticosteroids, and
substances which block H2 receptors for at least 24 hours prior
to specimen collection.
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LISTE DES ANALYSES EFFECTUES HORS-QUEBEC
List of testing done out of Québec
LABORATOIRES CLINIQUES CUSM/ MUHC CLINICAL LABS

Centre universitaire
de santé McGill

McGill University
Health Centre

W

NOTE PARTICULIERE /
Special comment

Date de la
révision / Date of

Appelation approuvée de I'analyse ou maladie associée [avec numéro de

& s 9 C
phénotype MIM)] / Approved test name or Associated Disease [with MIM Phenotype RENSEIGNEMENTS SUR L'ANALYSE / Test

details

Code Test / Test Code

(Dictionnaire MSSS) METHODE / Methode

LABORATOIRE DESIGNE / Designated laboratory

REGLES DE MANUTENTION / Handling Conditions

Number] revision
Draw 3 mL blood in a lavender-top (EDTA) tube(s). Cool
immediately on ice. Centrifuge at 1500 rpm for 10 minutes at 4
N degrees C. The centrifugation should be performed within 20 Mayo Clinical Laboratories
IS, (RS AR B = minutes of collection. Carefully remove 1 mL of EDTA plasma (www.mayomedicallaboratories.com) =S w2
from the upper part of the tube. Freeze and send frozen in a
plastic vial.
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. Reserved for
Histoplasma Antibody IgG, IgM, EIA [326] 396 CSF: Sterile transport tube. STABILITY Room Temperature: MiraVista Diagnostics i 08-Sep-22
14 days Y
Refrigerated: 14 days
Frozen: 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 plastic screw cap vial.
Plasma: Collect plasma specimens in an EDTA, heparin or
sodium citrate tube. Centrifuge for 15 minutes and pipette Reserved for
Histoplasma Antigen Quantitative EIA [310} 396 plasma into a plastic screw cap vial. MiraVista Diagnostics Microbiolo 08-Sep-22
Urine/CSF/BAL/Other Body Fluid: Submit urine, CSF, BAL 9y
and all other body fluids in a sterile screw cap container.
STABILITY Room Temperature: 2 weeks
Refrigerated: 2 weeks
Frozen: Indefinitely
Histoplasma Serology Gold SST Alberta Provincial Laboratory
Serum: Collect serum specimens in serum separator or red top
tube. Allow blood to clot for 30 minutes, then centrifuge. Reserved for
Histplasma Antibody by Immunodiffusion [321] 396 Pipette serum into a plastic screw cap vial. STABILITY MiraVista Diagnostics Microbiolo 08-Sep-22
Refrigerated: 14 days gy
Frozen: 6 months
H tinuria [1563 987 CBS (613361, Lavender top (EDTA! Connective Tissue Gene Tests (www.ctgt.net ponsive and ey
lomocystinuria [ ] ( ) avender top (| ) onnective Tissue Gene Tests (| .ctgt.net) types (236200) 2HD array
. Athena Diagnostics .
HTRAL (602194) . . CARASIL (600142
HTRA1 DNA Sequencing Test (CARASIL) [442] ( ) Lavender Top (EDTA) R TR T e ) ( ) Sanger sequencing
Hydroxychloroguine, Serum [HCQ] 1689 Red Top ONLY. Store and send serum at 4°C or frozen (stable Mayo CI|n|§aI Laboratofles LC-MS/MS 10.3u1-23
28d). (www.mayomedicallaboratories.com)
Hydroxychloroquine, Whole Blood [504814] 1689 LabCorp/Dynacare Whole blood EDTA,; Stable 15 days only at at 4°C. LabCorp/Dynacare LC-MS/MS PREFERRED 05-Dec-02
5 . Hyper-IgE recurrent infection syndrome {147060); = A Y N
DOCKS (614443), SPINKS (605010), STAT3 (102582), revention Genetics Hyper-IgE recurrent infection syndrome, autosomal [ EXon Array , Next-
Hyper IgE Syndrome Panel [10169] 1258 TYK2 (176941) Lavender Top (EDTA) ( preventiongenetics.com) recessive (243700); Netherton syndrome (256500); gen Sequencing 10-Jul-23
Tyrosine kinase 2 deficiency (611521)
Hyperinsulinemic Hypoglycenmia, Famiial 3
Prevention Genetics (602485); Maturity-Onset Diabetes Of The Young,
H | i H I ia via thi K 427, GCK (138079 L Top (EDTA . . Type 2 (125851); P N | Diabet i 10-Jul-2
lyperglycemia and Hypoglycemia via the GCK Gene [8427] ( ) avender Top (| ) (www.preventiongenetics.com) ype2 ( M)e"nirsm(agneg;mionala iabetes Sanger sequencing 0-Jul-23
Hyperglycosylated hCG Gold SST Quest Laboratories EEttmety wif:;;'v')lgwn Sconeand
ABCAL (600046), ABCGS (605459); ABC8 (603076); ; Fa:‘m:elaItHylpemholl::;mlemllz (143890‘)‘T _ . .
B : APOAL (107680); APOB (143890); APOC3 (107720); : . bl | oy i pernolesmomi Adasmer | Next Generation DNA (- Family Member testing oy
Hyperlipidemia Panel Plus Analysis [CA1101] 1533 APOE (107741); LDLR (144010); LDLRAP1 (81479): Lavender Top (EDTA) Blueprint Genetics http://blu com Eémﬁ?é el Hypemle:::;s:nr?; ing + Del/Dupl $450 16-Jun-17
LPL (699708); PCSK9 (603776) Autosomal Recessive (603813)
ABCCY, ACTC1, ACTN2, ANKRD1, BAG3, BRAF, CAV3,
CRYAB, CSRP3, DES, DMD, DSC2, DSG2, DSP, DTNA,
EMD, FKTN, GATADL, GLA, HRAS, ILK, JPH2, JUP,
. . KRAS, LAMA4, LAMP2, LDB3, LMNA, MAP2K1, R . . NextGen Sequencing
Hypertrophic Cardiomyopathy NGS Panel 287 MAP2K2, MYBPC3, MYH7, MYL2, MYL3, MYLK2, Lavender Top (2 x 4 mL) Fulgent Genetics (fulgentdiagnostics.com) 11-Nov-19
MY0Z2, MYPN, NEBL, NEXN, NRAS, PDLIM3, PKP2, (24 genes)
PLN, PRKAG2, PTPN11, RAF1, RBM20, RYR2, SCN5A,
SGCD, SOS1, TAZ, TCAP, TMEM43, TMPO, TNNCI,
TNNI3, TNNT2, TPML, TTN, TTR, VCL
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Centre universitaire
de santé McGill

McGill University
Health Centre

List of testing done out of Québec

LISTE DES ANALYSES EFFECTUES HORS-QUEBEC @
LABORATOIRES CLINIQUES CUSM/ MUHC CLINICAL LABS

Appelation approuvée de I'analyse ou maladie associée [avec numéro de ) Tos < . 5 Date de la
phénotype MIM] / Approved tes name or Associled Diease [with MIM PReniype o oout T aaos®  swoot vcouceneevon : = REGLES DE MANUTENTION / Handling Conditions LABORATOIRE DESIGNE / Designated laboratory RENSEIGNEMENTS SUR L'ANALYSE/Test  \ 100 / Methode NOTERRRTIC ORI CREY révision / Date of
i) (Dictionnaire MSSS) details Special comment e
Hypokalemic and Hyperkalemic Periodic Paralysis Disorders AIP (605555), AMMECR1 (300195), CACNA1S MNG Laboratories
(NextGen Sequencing Panel and Copy Number Analysis; 7 501 (114208), CLCN1 (118425), KCNJ2 (600681), SCN4A Lavender Top (EDTA) i . NextGen Sequencing 09-May-20
Genes) [NGS332] (603967), SLC12A3 (600968). (www.medicalneurogenetics.com)/Dynacare
}6-1317[;%212:I[;né\;Tagslle)ukodystrophy VIS (65 SR, 964 POLRS3A (614258); POLR3B (614366) Lavender Top (2 x 4 mL) Fulgent Genetics (fulgentdiagnostics.com) NextGen Sequencing CustoLnol[’I? Zi:;;:ec'flc
HYPOMYELINATION AND CONGENITAL CATARACT Prevention Genetics A
FAMI26A (610531) . N Hy lination And Congenital Cataract (610532) 10-Jul-23
(HCC) VIA THE HYCC1/FAM126A GENE [11317] ( ) ivzstar e (ERIEA) (www.preventiongenetics.com) yromyelnation AL | SEESEEENg
i “Adult Fiypophosphatasia (146300); Childhood
Hypophosphatasia via the ALPL Gene [851] ALPL (171760) Lavender Top (EDTA) Prevenm?n Genet.lcs Hypophosphatasia (241510); Infantile 11-Jun-18
(www.preventiongenetics.com) (2415001
Gold SST or Red Top. Specimen Stability -
Room temperature: 7 days Synonymszanti-tyrosine phosphatase. or anti-Islet
I1A-2 Antibody [37933] 35 T T In-Common Laboraotories antibody; ICA512 ELISA 29-Aug-19
Frozen: 30 days
. 2.0 mL Serum (Red Top or SST) AND 2.0 mL Whole Blood q .
R differentiat 1BD
IBD sgi Diagnostic [1800] 120 EDTA / Lavender Top Tube. Store at 4°C. Prometheus Biosciences ferentiate among IBD types
Collect
Plain Red. Also acceptable: Green top. NO GEL. e I s - .
Ibuprofen (Motrin, Advil, Nuprin), serum [FIBUP] Specimen Preparation Ve . . Optimize drug therapy and monitor patient HPLC-UV 20-Nov-17
y (www.mayomedicallaboratories.com) adherence.
Separate from cells. Transfer 1 mL serum or plasma to plastic
vial. Store frozen.
Idiopathic Ataxia anti MPP-1 1465 Gold SST or Red Top Mitogen Advanced Diagnostics 21-Sep-23
ADSL, ALDH7AL ARHGEFS, ARX, ATPGAP2, ATRX, CACNAIA,
CACNAIH, CACNBS, CASK, CASR, CDKLS, CHD2, CHRNA2,
CHRNA4, CHRNB2, CLON2, CNTN2, CNTNAP2, CPAS, CSTB, CUL4B,
DCX, DEPDCS, DHFR, DNAICS, DYNCIHL, EFHCL, EPM2A, FGD1,
FOXG1, GABRAL GABRBS, GABRD, GABRGZ, GOSR2, GPC3, GRIAS,
Idiopathic Generalized Epilepsy Panel 1031 NG9 KONTA KT KOV oI MBS Nes MECES MESSE, Lavender Top (2 x 4 mL) Fulgent Genetics (fulgentdiagnostics.com)
INHLRC1, NIPAZ NRXN1, OFD1, OPHN1, PAKS3, PCDH9, PHFS, PIGA,
PLP1,PQBP1, PRICKLEL PRICKLE2, PRRT2, RAB398, ROGDI,
SCARB2, SCN1A, SCNIB, SCN2A, SCNBA, SCNIA, SLC2AL, SLC9AG,
SMCIA, SRPX2, STXIB, STXBP1, SYNL, SYNGAPL, SYP, TBCID24,
TCF4, UBE3A, ZEB2
. Draw blood in a plain, red- . Spin down an I M linical Laboratori
IGF Binding Protein-1 (IGFBP-1) [FIGBP] It ) G T I ). 71 G i STt 0 it (LA Eriies RIA 20-Nov-17
within one hour. Ship 0.5 mL frozen in a plastic vial. (www.mayomedicallaboratories.com)
IGF-Il [FIGF2] 123 Draw blood iq aplain, red-top tube(s). SST acceptable. Mayo Clinigal Laboratories 20-3u1-20
Separate within 1 hour of collection,freeze immediately (www.mayomedicallaboratories.com)
Al Precision Laboratories (Flow metry { Ta mpani
IL12RR1 (CD212) [IL12PATHWAY] 817 Heparin Rer=beceplibonopestElowle o neny 0 be accompanied by |y 4 59
Calgary) normal control sample
Plasma from a lavender top (EDTA) tube is the only acceptable|
sample type. Mix sample thoroughly.
Specimen Preparation:
IL-2 by Luminex [LIL2] 1523 Centrifuge at room temp within one half hour of collection; National Jewish Health Luminex 18-Mar-21
p il i after venip . Transfer the cell-
free plasma to a clean tube and immediately freeze the cell-free
plasma on dry ice or at -70°C.
Inclusion body myopathy and autosomal recessive, ealrly onset Prevention Genetics .
. MYH?2 (160740 Lavender Top (EDTA] . N Inclusion Body Myopathy 3 (605637, Sanger sequencini 10-Jul-23
myopathy via the MYH2 gene [9837] ( ) p( ) (www.preventiongenetics.com) - IREEETRG ! 9 q 9
. Alberta Precision Laboratories (Flow Cytometry | To be accompanied b}
INGYR12 (CD119) [ILFGPATHWAY] 817 Heparin ( yiometry P Y | 14-0ct-20
Calgary) normal control sample
Insulin Antibodies [INSAB] 853 Gold SST or Red Top In Common Laboratories RIA 29-Aug-23
Hyperinsulinemic hypoglycemia famiial 5 (609968);
Insulin-resistant diabetes mellitus AND acanthosis
- g i nigricans (610549);
Insulin Receptor INSR (147670) [LEvTeien 16 (EDT7) 2468 (E ACw i @il (i Fulgent Genetics ({ iagnostics.com) L syndrome (246200); Pineal NGS and CGH
lyear old) hyperplesia AND diabetes melltus syndrome
(262190)
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Appelation approuvée de I'analyse ou maladie associée [avec numéro de

phénotype MIM] / Approved test name or Associated Disease [with MIM Phenotype

Code Test / Test Code
(Dictionnaire MSSS)

LISTE DES ANALYSES EFFECTUES HORS-QUEBEC
List of testing done out of Québec
LABORATOIRES CLINIQUES CUSM/ MUHC CLINICAL LABS

REGLES DE MANUTENTION / Handling Conditions

LABORATOIRE DESIGNE / Designated laboratory

RENSEIGNEMENTS SUR L'ANALYSE / Test
details

Centre universitaire
de santé McGill

W

NOTE PARTICULIERE /

METHODE / Methode

Special comment

McGill University
Health Centre

Date de la
révision / Date of
revision

Number]
IGFMS: Liquid
Chromatography-Mass
Insulin-Like Growth Factor 1 (IGF1), LC-MS and Insulin-Like - 9 Spectrometry (LC-MS)
P " - ey Mayo Clinical Laboratories )
Growth Factor-Binding Protein 3 (IGFBP3) Growth Panel 123 Red Top. Split into 2 plastic vials.Store and send serum frozen. 0 A IGFB3: Enzyme- Not M-R 27-Aug-23
(www.mayomedicallaboratories.com)
[IGFGP] Labeled
Chemiluminescent
Immunometric Assay
Intact Fibroblast Growth Factor 23 (FGF23), Serum [IFG23] 448 Serum SST. Stable at -20°C for 90 days. Mayo C|Inl?ﬂ| Laborato(nes ELSIA No longer _avallab_le at 23-3ul-23
(www.mayomedicallaboratories.com) CHUM as in province.
Intellectual Disability NGS Panel 920 Lavender Top (2 x 4 mL) Fulgent Genetics (fulgentdiagnostics.com) NextGen Sequencing 28-Jul-07
Interferon Beta Neutralizing Antibodies In MS Patient Treated .
With IFN [P91858] Gold SST Neuro-Immunology Laboratories (UBC)
itial Lung Disease Antibody (ILD) Profile 1724 Gold SST or Red Top Mitogen Advanced Diagnostics LIA 21-Sep-23
g‘;::?rfe':;mry Iron Deficiency Anemia (TMPRSSE Single TMPRSSS (609862) Lavender Top (2 x 4 mL) Fulgent Genetics (fulgentdiagnostics.com) Iron refractory iron deficiency anemia (206200) | NextGen Sequencing 30-Apr-18
ITGA9 - Single Gene Testing ITGA9 (603963) Lavender Top (2 x 4 mL) Fulgent Genetics (fulgentdiagnostics.com) Integrin alpha 9 NextGen 30-Apr-18
JAG1 Gene Sequencing & Del/Dup [1004] JAG1 (601920) Lavender Top (EDTA) GeneDx (www.genedx.com) Alagille syndrome (118450) 15-Sep-22
. . Cinncinatti Children's Hospital (Division of " .
Iipl
Jaundice Chip Lavender Top (EDTA) T G5 B TS e LR i es) multiple genes gene chip
HI1 (608894)
ARLI3B (606922)
BODI (614144)
BID2 (611951)
Caorféz (614571)
CC2D2A (612013)
CEP290 (610142)
CEPA1 (610523)
INPPSE (613037)
KIF7 (611254)
MKS] (609883)
JOUBERT AND MECKEL-GRUBER SYNDROMES R Prevention Genetics
NEXTGEN SEQUENCING (NGS) PANEL [10387] 2= 0FD1 (01T leveisarap (Eo) (www.preventiongenetics.com) NEEen SEEEY) L2
RPGRIPIL (610837)
TCTNI (609863)
"TCTN2 (613846)
TCTNS (613847)
TMEM136 (514459)
"TMEM216 (613277)
TMEM231 (614949)
TMEM237 (614423)
"TMEMS67 (609884)
TTC218 (512014)
ZNF423 (604557)
Tier 1: Sanger
Juvenile Polyposis Syndrome (610069 and 174900) [536] BMPRIA (601299); SMAD4 (600993) Lavender Top (EDTA) GeneDx (www.genedx.com) Sequencing, Exon Array 15-Sep-22
CGH
Juvenile Polyposis Syndrome (610069 and 174900) [537] BMPRIA (601299) Lavender Top (EDTA) GeneDx (www.genedx.com) Tier 2: sequencing 15-Sep-22
Juvenile Polyposis Syndrome (610069 and 174900) [538] BMPRIA (601299); SMAD4 (600993) Lavender Top (EDTA) GeneDx (www.genedx.com) e gé(;n CIEY 15-Sep-22

Created by: Dr. Brian Gilfix
Reformated by : Carmen Pavan
Last Modification: 2024 02 22
File Name: Lab Send Out list

Page 23 of 41



Appelation approuvée de I'analyse ou maladie associée [avec numéro de
phénotype MIM] / Approved test name or Associated Disease [with MIM Phenotype
Number]

Code Test / Test Code
(Dictionnaire MSSS)

LISTE DES ANALYSES EFFECTUES HORS-QUEBEC
List of testing done out of Québec
LABORATOIRES CLINIQUES CUSM/ MUHC CLINICAL LABS

REGLES DE MANUTENTION / Handling Conditions

LABORATOIRE DESIGNE / Designated laboratory

MNG Laboratories

RENSEIGNEMENTS SUR L'ANALYSE / Test
details

Centre universitaire
de santé McGill

METHODE / Methode

NOTE PARTICULIERE /
Special comment

McGill
Health
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Centre

Date de la
révision / Date of
revision

with or without dystonia (SPG35) (612319)
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KCNAL Full Gene Sequencing Analysis [MOL064] KCNAL (176260) Lavender Top (EDTA) . " Episodic ataxia/myokymia syndrome 09-May-20
(www.medicalneurogenetics.com)/Dynacare
ACE, AGT, AGTR1, ANOS1, BMP4, BMP7, CDC5L,
CHDIL, DSTYK, EYAL, FGF20, FGFR2, FRASI,
FREML1, FREM2, GATAS3, GLI3, GRIP1, HNF1B,
Kidney Dysplasia NGS Panel 1615 HOXA13, HOXA4, HOXB6, HPSE2, ITGAS, LRP4, Lavender Top (EDTA) [2 tubes] Fulgent Genetics (fulgentdiagnostics.com) NextGen Sequencing 28-Feb-20
MUC1, MYHS, NIPBL, PAX2, REN, RET, ROBO2,
SALLL, SIXL, SIX2, SIX5, SOX17, TRAP1, UMOD,
UPK3A, WNT4
KIT Single Gene 1537 cKit (164920) Lavender Top (2 x 4 mL) Fulgent Genetics (fulgentdiagnostics.com) Systemic mastocytosis (154800) NextGen Sequencing Ja";g?ézo’
Prevention Geneti ¥ -
KRABBE DISEASE VIA THE GALC GENE [7883] GALC (606890) Lavender Top (EDTA) S LS e D C e D B NGS enzyme activity at HS) | 10-Jul-23
(www.preventiongenetics.com) (245200)
L1CAM (fetal sexing) L1CAM (308840) Gold SST Laboratoire Cerba (www.lab-cerba.com)
X-Linked Hydrocephalus Syndrome (307000); 1. Sanger sequencing
L1CAM Gene Sequencing & Del/Dup [552] L1CAM (308840) Lavender Top (EDTA) GeneDx (www.genedx.com) Spastic Paraplegia 1 (303350); Corpus Callosum, | and aCGH 2. targeted 15-Sep-22
Partial Agenesis Of, X-Linked (304100) N
mutation
. M: linical Laboratorit
Lacosamide, Serum [LACO] 1572 RED OR GOLD TOP. Store frozen e E e (L S HPLC-MS 28-Jun-18
(www.mayomedicallaboratories.com)
Charcot-Marie-Tooth Disease Type 2B1 (605588); Limb-Girdle.
. 5 Muscular Dystrophy, Type 18 (153001); Lipodystrophy, Famifal
Prevention Genetics -
LAMINOPATHIES VIA THE LMNA GENE [347] LMNA (150330) Lavender Top (EDTA) o e S sy ey s ekt st Avrorar | S2NGer sequencing 10-u-23
‘ g 'Dominan (151350)t; Restrictive Dermopathy, Lethal (275210);
Hutchinson-Gilford Syndrome (176670)
Left Ventricular Noncompaction Cardiomyopathy Syndromes ACTC1 (102540), DTNA (601239), ITGAT (600536), MNG Laboratories
(NextGen Sequencing Panel and Copy Number Analysis; 8 LDB3 (605906), MYH? (160760), MYH7B (609928), Lavender Top (EDTA) dical i T NextGen Sequencing 09-May-20
genes) [NGS364] PRDM16 (605557), TNNT2 (191045). (www.medicalneurogenetics.com)/Dynacare
AIFM1 (300169); ALDH5A1 (610045); ARX (300382); BCSIL (603647);
: c ¥
(COX15 (603646); COX6B1 (124089); CPT2 (600650); DLAT (608770);
DLD (238331); ETHE (608451); FARS2 (611592); FASTKD2 (612322);
FOXRED! (513622); GCDH (B08801); KCNQ2 (602235); LIAS (B07031);
LRPPRC (607544); MTFMT (611766); MUT (609058); NDUFAL (300078);
INDUFA10 (603835); NDUFAL1 (612638); NDUFA12 (614530): NDUFA2
(602157); NDUFA9 (603834); NDUFAF1 (606934); NDUFAF2 (509655,
Leigh disease and Leigh-like syndromes NextGen DNA ) ‘NDUFTH (m)mm‘ ( F MNG Laboratories Leigh syndrome (256000); Leigh syndrome, X-
= NDUFAF6 (612392); NDUFB3 (603839); NDUFS1 (157655); NDUFS2 -eigh syndrol ; Leigh syndrome, X- i
. Lavender Top (EDTA) . N NextGen Sequencing 09-May-20
(602985); NDUFS3 (603846); NDUFS4 (602694); NDUFS6 (603848); linked (308930)
Sequencing Panel (75 genes) [NGS351] 'SDU;S;(’G‘MQ’QS)_ énu;sé&z‘fm ;DuF\}lge;j)ls) == (www.medicalneurogenetics.com)/Dynacare inked )
(600532); NDUFV3 (602184); NUBPL (613621); PC (608786); PDHAL
(300502); PDHAZ (179061); PDHE (179060); PDHX (BO87E0); PDPL
(605993); PDSS? (610554); PNPTL (610316); POLG (174763); RANBP2
(601181); SCO1 (603644); SCO2 (604272); SCP2 (184755); SDHA (600857);]
SDHAF1 (512846); SERACL (614725); SLC19A3 (606152); SLC25A19
(606521); SUCLA2 (603521); SUCLG (611224 SUOX (606887); SURF1
(185620); TACO1 (612958); TLR3 (603002); TPK1 (606370); TTC19
(613814); UQCRB (191330); UQCRQ (612080)
Draw blood in a plain, red-top tube(s). (Serum gel tube is . .
Leptin [FLEP] 1465 acceptable.) Separate and freeze within one hour. Send 1 mL HE® C“m?al Laboratofles ELISA 12-Jun-20
. Lo (www.mayomedicallaboratories.com)
of serum frozen in a plastic vial. Store frozen.
!_eulfe{ma. Philadelphia chromosome-positive, resistant to ABLA (189980) Lavender Top (EDTA) University Health Netw_ork (Toronto General
imatinib Hospital)
L ia/Lympl Immur yping (PNH and ZAP-70 Na heparin tube. Store and send at RT. Send immediately Hematologics, Inc. 3161 Elliot Ave. Suite 200,
available) [2001] ¥ overnight. Seattle WA 98121 1800-860-0934 Blonbomeny RD
Leukodystrophy with dysmyelination and spastic paraparesis .
SR ) hasiic parep 964 FA2H (611026) Lavender Top (EDTA) Centogene AG (www.centogene.com) Sanger sequencing
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Appelation approuvée de I'analyse ou maladie associée [avec numéro de

Code Test / Test Code

LISTE DES ANALYSES EFFECTUES HORS-QUEBEC

List of testing done out of Québec

LABORATOIRES CLINIQUES CUSM/ MUHC CLINICAL LABS

REGLES DE MANUTENTION / Handling Conditions

LABORATOIRE DESIGNE / Designated laboratory

RENSEIGNEMENTS SUR L'ANALYSE / Test

details

Centre universitaire
de santé McGill

W

NOTE PARTICULIERE /

METHODE / Methode

Special comment

McGill University
Health Centre

Date de la
révision / Date of
revision

phénotype MIM)] / Approved test name or Associated Disease [with MIM Phenotype (Dictionnaire MSSS)
Number]
Preferred: 24-hour urine collection
Container/Tube: Plastic, 5-mL tube (T465)
Specimen Volume: 5 mL
. . Collection Instructions: Mayo Clinical Laboratories Random test available
i e 24 28 - o W Iy ¥ 1. Collect urine for 24 hours.No preservative. (www.mayomedicallaboratories.com) LRI RLTE4 o2z
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); DNAJBG (611332); DYSF (603009); et ot ot iy ke e e eSS
FKRP (606596); GMPPB (615320); ISPD (614631); oty Ty 2 G2t D T
LIMS2 (607908); LMNA (150330); MYOT (604103); : 7 oty L arbraaat Py
LIMB GIRDLE MUSCULAR DYSTROPHY PANEL [10401] 911 PNPLA (609059); SGCA (60011); SGCB (600900); Lavender Top (EDTA) [2 tubes] preventioniGenetics ‘ v ey (- NextGen Change to MNG 10-0ul-23
SGOD (:01411); SGCG (:08896); SMCDHL (614982); bRl tionenaticieen o e e e @)
TCAP (604488); TNOP3 (610032); TOR1AIP1 oy Ty 50 i ke s s, T (550
(614512); TRAPPC11 (614138); TRIM32 (602290); A iimrbis e ys T
TTN (188840)
LIMB GIRDLE MUSCULAR DYSTROPHY TYPE 2B AND Prevention Genetics O SitdJuse R0y tophy NYpe2E)
DYSF . . 253601); Miyoshi My thy (254130), My thy, -Jul-;
MIYOSHI MYOPATHY VIA THE DYSF GENE [3123] e SPEE) el e (PR (e (www.preventiongenetics.com) T e T8
Ao i, s K o s oo
Lo’ G, ACOTs Qo AT s AL T, AR i G0
sckir wy
Noveer e, : :
Lipid Metabolism Deficiency NGS Sequencing Panel (71 s AT o) o S Gy o B, e MNG Laboratories ;
genes) + Del/Dup + mtDNA [NGS303] evreeler 16 (E27) (www.medicalneurogenetics.com)/Dynacare e iy 0oar20
e
e ton o
{B04196); SLCI3AL (603650). TECR (610067) -
AGPAT2 (603100), AKT2 (164731), BSCL2 (606158),
CAVI (601047), CIDEC (612210) , LMNA (150330),
Lipodystrophy PPARG (601487), PTRF (603198), TBC1D4 (612465), Lavender Top (2 x 4 mL) Fulgent Genetics (fulgentdiagnostics.com) NextGen Sequencing
ZMPSTE24 (606480)
ACTB, ACTG1, ARX, DCX, FKRP, FKTN, LARGE,
Lissencephaly NGS Panel PAFAH1B1, POMGNTL, POMT1, POMT2, RELN, Lavender Top (2 x 4 mL) Fulgent Genetics (fulgentdiagnostics.com) NextGen Sequencing
TUBAIA, VLDLR
AKAP9 (604001), ANK2 (106410), CACNALC
(114205), CAV3 (601253), KCNEI (176261), KCNE2
Long QT/Brugada Syndrome NGS Panel 285 (603796), KCNH2 (152427), KCNJ2 (600681), KCNJ5 Lavender Top (2 x 4 mL) Fulgent Genetics (fulgentdiagnostics.com) Long QT Syndrome (192500) NextGen Sequencing 06-Jan-20
(600734), KCNQI (607542), SCN4B (608256), SCNSA
(600163), SNTAL (601017)
LRBA 1248 Na heparin tube. Store a:‘::ie::ir;l !at RT. Send immediately  [Alberta Precision Lag«;lr;;t:yn)es (Flow Cytometry | Flow cytometry 01-Jun-21
. Athena Diagnostics
LRP4 Autoantibody Test [1483] 18 Serum (Gold SST or Red Top). Store at -20°C . . For AcR and MUSK negative subjects IFA 21-Aug-20
(www.athenadiagnostics.com)
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LISTE DES ANALYSES EFFECTUES HORS-QUEBEC

List of testing done out of Québec Centre universitaire

de santé McGill

Appelation approuvée de I'analyse ou maladie as
phénotype MIM] / Approved test name or Associated

Code
(Dictionnaire MSS:

LABORATOIRES CLINIQUES CUSM/ MUHC CLINICAL LABS

REGLES DE MANUTENTION /  Handling Con

LABORATOIRE DESIGNE / Designated laboratory

IALYSE / Test

METHODE / Methode

NOTE PARTICULIERE /

McGill University
Health Centre

Date de
révision / D

NEE cial comment
Also available as single tests;
NMDR, LGI, CASPR,
o ; AMPAR, GABAb, DPPX,
MOSAIC-6 Autoimmune Encephalitis Panel 1417 NMDAR, GABAg DPPX, LGI, CASPR2, AMPAR el @y, Simee ZOI <, (CSI';Ioflly MNRAESADSIEERLY BC Neuroimmunolgy (bcneuro.ca) GADSS5, IgLONS, GFAP. All 22-Jul-23
plasma cells in CSF). at$200. Confirmatory test in
N/C. NMDA Ab titre for
following pt.
Myelin-Associated Glycoprotein (MAG) IgM Replaces Mitogen MAG
o 40 Gold SST. Store at -20°C. In-Common Laboratories ELSIA ; 09-Mar-23
Antibodies, Serum [AMAG S] testing
Sanger sequencing; 33
coding exons of To change to NGS with
NOTCH3-CADASIL (125310) 65 NOTCHS3 (600276) Lavender Top (EDTA) London Laboratories Service Group NOTCH3+ 20nt intronic| exon copy number in
sequence around each Oct 2015
exon
Genome Diagnostics " .
" . . A Methylation-Specific-
i::;lsillver R 992 Lavender Top (EDTA) e Depanment’;;;i?:;amc (AlmEiEY Russel-Silver syndrome (180860) MLPA of imprinting 19-Feb-20
The Hospital for Sick Children Gl REE)
Genome Diagnostics UPD7 studies via STR
" . . The Department of Paediatric Laboratory (el ‘a"de’? )
Russel Silver Syndrome: UPD7 Analysis 992 Lavender Top (EDTA) Medicine Russel-Silver syndrome (180860) analysis 19-Feb-20
The Hospital for Sick Children
Urine 5-30mL Serum 0.5-2mL; Bile Fluid 1-2mL. FREEZE
URINE and SERUM ASAP.Note: If possible send Urine &
Serum Bile Acid by LC-MS [Former name: Bile Acid, Serum . ety Serar wil e tote, M55 Spcttometry L MLC 7019 Cincinati e i st o o s, . s EABAMS AvaiableatMeL | oo
i : h . ildren’s Hospi i sample should be sent if possible g ] S
(Bile Acid Profile)] URSO can mask detection of bile acid synthetic defects it is Children’s Hospital Medical Center ($212.15) [BAFS]
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.
Urinary Bile Acid by FAB-MS [Former name: Bile Acid, Urine Note: If possible send Urine & Serum. Urine s analyzed forall ¢ . trometry Lab  MLC 7019; Cincinnai NOT AVAILABLE AT
(Bile Acid Profile)] 9 patients — if Urine shows evidence of a metabolic abnormality, Children’s Hospital Medical Center FAB-MS MCL 08-Aug-17
Serum will be tested. URSO can mask detection of bile acid 1
synthetic defects it is preferable for patients to be off URSO or
ACTIGAL for 5 DAYS before SAMPLE Collection
Zinc Transporter 8 (ZnT8) Antibody, Serum [EZNT8] 1819 SST gel tube 3 cc ME C“m?al Laboratotles 31-Oct-20
(www.mayomedicallaboratories.com)
a-Actin (Skeletal Muscle Form)-Related Myopathy via the T Prevention Genetics neméline myopathy (NEM3; OMIM #161800) and ey
ACTAL Gene [8813] (102610) Levstar e (ERIA) (www.preventiongenetics.com) e o AR NGS 10-u-23
Mayo Clinical Laboratories Novvember
(www.mayomedicallaboratories.com) 8, 2023
Lurasidone [25435P] 1688 Bediioployb edeigop "f':(']yz‘eiw'e e T A ST NMS Laboratories LC-MS/IMS 17-Mar-22
LYMPHEDEMA-DISTICHIASIS SYNDROME VIA THE Prevention Genetics
D d -Jul-
FOXC2 GENE [8941] FOXC2 [602402] Lavender top (EDTA) o A TS G Lymphedema-Distichiasis Syndrome (153400) NGS 10-Jul-23
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Appelation approuvée de I'analyse ou maladie ass
phénotype MIM] / Approved test name or Associated
Number]

ée [avec numéro de
ase [with MIM Phenotype

Code Test / Test Code
(Dictionnaire MSSS)

LISTE DES ANALYSES EFFECTUES HORS-QUEBEC
List of testing done out of Québec
LABORATOIRES CLINIQUES CUSM/ MUHC CLINICAL LABS

REGLES DE MANUTENTION / Handling Conditions

LABORATOIRE DESIGNE / Designated laboratory

RENSEIGNEMENTS SUR L'ANALYSE / Test
details

Centre universitaire

McGill University
de santé McGill

Health Centre

Date de la
révision / Date of
revision

NOTE PARTICULIERE /

METHODE / Methode
Special comment

/ADAMTSL2 (612277), AGA (613228), ANTXR2 (608041), ARSA (607574),
/ARSB (611542), ASAH1 (613468), ATP13A2 (610513), ATP7A (300011),
ATP7B (50682), CERSL (606919), CLN3 (607042), CLNS (508102), CLNG
(606725), CLN8 (607837), COL11A2 (120290), COL2A1 (120140), CTNS
(606272), CTSA (613111), CTSC (602365), CTSD (116840), CTSF (603539),
CTSK (601105), DHCR? (602858), DNAICS (611203), DYM (07461),
FUCAL (612280), GAA (606800), GALC (606890), GALNS (612222), GBA
" . (606463), GLA (300644), GLB1 (611458), GM2A (613109), GNE (603824), . .
Lysosomal Disease (NextGen Sequencing Panel and Copy 474 (GNPTAB (607840), GNPTG (607838), G (607664), GPC (300037), GRN Lavender Top (EDTA) MNG Laboratories Next Generation DNA 09-May-20
is: (138945), GUSB (611499), HEXA (606869), HEXB (606873), HGSNAT - . . -| 2
Number Analysis; 72 Genes) [NGS313] T T T e S e (www.medicalneurogenetics.com)/Dynacare Sequencing
KCTD? (611725), KDMBA (300128), MLL2 (602113), LAMP?2 (309060),
LIPA (613497), LMBRD1 (612625), LYST (606897), MAN2B1 (609458),
MANBA (609489), MCOLN1 (605248), MFSD8 (611124), NAGA (104170),
NAGLU (609701), NEU1 (608272), NPCL (07623), NPC2 (601015), PPTL
(600722), PSAP (176801), RAI1 (607642), SGSH (605270), SLC17AS
(604322), SMPD1 (607608), SUMF1 (607939), TCF4 (602272), TPP1
(6079%e),
A Mayo Clinical Laboratories q
Lysozyme (Muramidase), Plasma [MURA] 1465 Lavender Top (EDTA) Y - - Spectrophotometric 15-Jan-24
(www.mayomedicallaboratories.com)
Mali Hyperthermia Panel [03285] 632 CACNALS (114208), RYRL (180901), STAC3 Invitae (www.invitae.com) NextGen Sequencing 10-Jul-23
eyl 0 - 3 . Next Generation DNA
Mannose-Binding Lectin Deficiency NGS Test MBL2 (154545) Lavender Top (2 x 4 mL) Fulgent Genetics ( com) deficiency (614372) Sequencing 23-Oct-17
MARFAN SYNDROME AND RELATED AORTOPATHIES 279 Lavender Top (EDTA) Prevention Genetics NextGen Sequencing 10/0ul/23
PANEL [1212] (www.preventiongenetics.com)
ACTA2, CBS, COL3AL, COL5AL, COL5A2, FBNI,
Marfan Syndrome and Thoracic Aortic Aneurysm and FBN2, FLNA, MED12, MYH11, MYLK, NOTCH1, q 0 0 .
Dissection NGS Panel 279 PLODI, PRKGL, SKI. SLC2A10, SMAD3, SMADS, Lavender Top (2 x 4 mL) Fulgent Genetics (fulgentdiagnostics.com) Marfan syndrome, type | (154700) NextGen Sequencing 17-Feb-19
TGFB2, TGFB3, TGFBRL, TGFBR2 ( 22 genes )
MARINESCO-SJOGREN SYNDROME VIA THE SIL1 Prevention Genetics
SIL1 (608005) Lavender Top (EDTA) 3 N Marinesco-Sjogren Syndrome (248800) NGS 10Aul/23
GENE [11667] (www.preventiongenetics.com)
Meckel Syndrome, Type 8 (613885); Meckel
CC2D2A (612013); CEP290 (610142); MKS (609883); Universi - - 2 Sy B O WEERIG s,
. niversity of Chicago Genetic Services Typel (249000); Meckel Syndrome, Type 4 :
Meckel-Gruber syndrome Sequencing Panel RPGRIPLL (610937); TCTN (613846)2; TMEM67 Lavender Top (EDTA) Y o= ; e ) e o Sammeny, | Sanger sequencing
609884); TMEM216 (613877) Laboratories (dnatesting.uchicago.edu) : v Ty g
( i Meckel Syndrome, Type 5 (611561); Meckel
syndrome 2 (603194)
5 Alberta Children's hospital . .
MECP2 Analysis MECP2 (300005) Lavender Top (EDTA) 2-5 cc . . P Rett's disorder (312750) Sanger sequencing 04-May-17
http://www.medicalgenetics.ca/molecular.html
Medullary Cystic Kidney Disease type 2 and Familial Juvenile Prevention Genetics Familial Juvenile Hyperuricemic Nephropathy
Hyperuricemic Nephropathy type 1 via the UMOD Gene UMOD (191845) Lavender Top (EDTA) . . (162000); Medullary Cystic Kidney Disease NGS 10-Jul-23
(www.preventiongenetics.com) 2(603860)
[8209]
ACADM 607008
ACADVL 609575
fpvatisolion 3-Hytoxy-3-Methylghiaryk CoA Lyase Deficiency AR 246450
AGL 610850 Alpha-Methylacetoacetic Aciduria AR 203750
ALDOB 612724 Combined Melon: And Methykmalonic Ackiuria AR 614265
CABA 114761 Congenital Disorder of Glycosylation, Type It AR 614921
ity Fanconi-Bickel Syndrome AR 227810
O s Fructose-Biphosphatase Deficiency AR 229700
liaond Galctosemia AR 230400
il Ghcogen Storage Disease 0, Liver AR 240600
iy Ghcogen Storage Disease Type Ia AR 232200
GBPC 613742 Glycogen Storage Disease Type Ib AR 232220
Poiboninis Ghycogen Storage Disease Type Ic AR 232240
. . . GK 300474 Prevention Genetics ChsoEn SopeDEsss ISl AR 2320) .
Metabolic Hypoglycemia Sequencing Panel [10365] 1517 S Lavender Top (EDTA) ) N Glycogen Storage Disease Type [Xal XL 306000 NextGen Sequencing 10-Jul-23
HADH s0609 (www.preventiongenetics.com) Ghogen Srage Disise Ty IXc AR 01927
iy Ghycogen Storage Disease Type VI AR 232700
e Ghcogen Storage DiseaseType 1Xh AR 261750
MLYCD 606761 Hereditary Fructose Intolerance AR 229600
o oo MalonykCoA Decarboxylese Deficiency AR 24830
it Monacarboxylte Transporer 1 Deficency ADAR 616085
OXCT1 601424 Phosphoenolpyruvate Cavlwg:gge Deficiency, Cytosolic AR
todion Phosphoenoyrate Carbasykinase Deficiency, Miochondrial
e Pyruvate Carborylase Deficency AR 266150
oot SuccinykCoA Aceloacetate Transferase Deficiency AR 245050
PHKE 172490
PHKG2 172471

Created by: Dr. Brian Gilfix
Reformated by : Carmen Pavan
Last Modification: 2024 02 22
File Name: Lab Send Out list

Page 27 of 41



Appelation approuvée de I'analyse ou maladie associée [avec numéro de

phénotype MIM] / Approved test name or Associated Disease [with MIM Phenotype

Number]

Metformin, Serum/Plasma [FMETF]

Code Test / Test Code
(Dictionnaire MSSS)

LISTE DES ANALYSES EFFECTUES HORS-QUEBEC
List of testing done out of Québec
LABORATOIRES CLINIQUES CUSM/ MUHC CLINICAL LABS

REGLES DE MANUTENTION / Handling Conditions

Red Top or Lavender Top only. Store and send serum/plasma
frozen.

LABORATOIRE DESIGNE / Designated laboratory

Mayo Clinical Laboratories
(www.mayomedicallaboratories.com)

AKT3, ANKLE2, ARFGEF2, ASPM, ATR, ATRIP, BUBIB, CASK,
CDKSRAP2, CDKS, CENPE, CENPF, CENPJ, CEP135, CEP152, CEP63,
CKAP2L, COX7B, CRIPT, DIAPHL, DNMIL, EFTUD2, HMGB3,
IER3IP1, KATNBL, KIF11, KNLL, LIG4 MCPH1, MED17, MFSD2A,
MIRI7HG, MRELL, MSMOL MYCN, NBN, NDEL, NHEJ1, NIN, NRZE1,

RENSEIGNEMENTS SUR L'ANALYSE / Test
details

Centre universitaire
de santé McGill

METHODE / Methode

NOTE PARTICULIERE /
Special comment

McGill University
Health Centre

Date de la
révision / Date of
revision

Depletion Testing (Leukocyte) [MOL232]

MTTP (S90075); MTTSI (390080); MTTS?2 (590065); MTTT (S90090);
MTTW (S90095); MTTY (590100); MTTV (590105, MTNDI (516000);
MTND? (516001); MTND3 (516002); MTNDA (516003); MTNDAL
(516004); MTNDS (516005): MTNDS (516006); MYCYB (516020); MTCO1
(516030); MTCO? (516040); MTCO3 (S16050); MTATP6 (516060);
MTATPS (516070).

(www.medicalneurogenetics.com)/Dynacare

associated with ragged-red fibers (MERRF);
Mitochondrial myopathy, encephalopathy, lactic
acidosis, and stroke-like episodes (MELAS)

analysis; Sequencing

Microcephaly NGS Panel 350 PAFAHIB1, PCLO, PCNT. PHCL, PLEKHG2, PLK4, PNKP, POMTL, Lavender Top (EDTA) Fulgent Genetics (fulgentdiagnostics.com) NextGen Sequencing 23-Oct-17
PPPIR15B, PQBP1, QARS, RARS2, RBBP8, RTTN, SASS6, SLC1A4,
SLC25A19, SLCOAG, SPATAS, STAMBP, STIL, THOCS, TRMTIOA,
TSEN2, TSENM, TSENS4, TUBB2B, TUBGCP4, TUBGCPE, VRKL,
WDR62, WDRT3, XRCCA, ZEB2, ZNF335 (75 genes )
A N . ’ . N Next-Generation
Migraine Panel [NE1201] 581 Lavender Top (EDTA) Blueprint Genetics http:/blueprintgenetics.com/ sequencing 21-Aug-20
- q A A Na heparin tube. Store and send at RT. Send immediately Hematologics, Inc. 3161 Elliot Ave. Suite 200,
Minimal Residual Disease Testing (MRD) T cell [2002 1084 p y ! Flow cytomet 10-Jul-23
BRIy T overnight. Seattle WA 98121 1800-860-0934 MDY
Minimal Residual Disease Testing for Acute Lymphoblastic Flow Cytometry Laboratory. London Health For Friday samples email Ben Hedley with 1D
T —y 1084 EDTA Whole Blood. Keeep at room temperature. e T B T S e Flow cytometry 04-Aug-20
. . . Price can vary by
- A R o Na heparin tube. Store and send at RT. Send immediatel A . q
Minimal Residual Disease Testing (MRD) T-ALL 1084 P overnight 4 Johns Hopkins Medical Laboratories Flow cytometry number of markers; 9-15| 14-Nov-23
ont. markers quoted here
. . . Price can vary by
A q q q Na heparin tube. Store and send at RT. Send immediatel? q q 3
Minimal Residual Disease Testing (MRD) PreB-ALL 1084 P ——— Y Johns Hopkins Medical Laboratories Flow cytometry number of markers; 9-15| 28-Nov-23
ont. markers quoted here
Mitochondrial DNA Deletion Syndromes
The ochondr is 16569 base pairs inlength and encoe Mitochondrial DNA Depletion Syndrome
37 genes inclucing 2 riosomal RNA genes, 22 ransfer RNA genes, and 13 Mitochondrial DNA Depletion Syndrome
proein-coding enes. Our mitochondrial DNA (IDNA) panel inclces -
complete sequencing of the following genes (MIM#): MTRNR (561000, (TSI DEDIE‘.‘OH St
MTRNR? (61010); MTTA (53000); MTTR (530005); MTTN (S30010): Encephalomyopathic Form
MTTD (S90015); MTTC (S90020); MTTE (590025); MTTQ (59000); MNG Laboratories Mitochondrial DNA Depletion Syndrome,
P z ” MTTG (590035); MTTH (590040); MTTI (590045); MTTL1 (590050); Encephalomyopathic Form .
Mitochondrial Genome Sequencing [MOL021] 518 MTTL? (590058); MTTK (550060); MTTM (S90068); MTTF (S90070): Lavender Top (EDTA) ( medicalnearogenstics.com)/Dynacare Mitochondrial DNA Depletion Syndrome, NextGen Sequencing 09-May-20
MTTP (S90075); MTTSL (S90080); MTTS? (S90085):; MTTT (590090); W . e T
MTTW (590095); MTTY (590100); MTTV (590105); MTND1 (516000); Mitochondrial D:lpAa DDC:p’IZti’:n S(;’r:i‘mme MNGIE
MTND2 (516001); MTND3 (516002); MTND4 (516003); MTNDAL F .
(516004); MTNDS (516005); MTND6 (516006); MYCYB (516020); MTCO1] orm
(516030); MTCO? (516040); MTCO3 (516050); MTATPS (S16060); Mitochondrial DNA Depletion Syndrome,
MTATPB (516070). Myopathic Form
mDNA Deletion Syndromes
MTRNR1 (561000), MTRNR2 (561010); MTTA (590000); MTTR (590005);
MTTN (590010); MTTD (590015); MTTC (590020); MTTE (590025); . .
MTTQ (53000); MTTG (590035): MTTH (S90040); MTTI (S90045), N Leberh hereditary opi neuropathy (LH?&?P)
. . - . B MTTL1 (S90050); MTTL2 (590055); MTTK (590060); MTTM (S90065); N leuropath, ataxia, and retinitis pigmentosa 3 R ;
Mitochondrial Genome Sequencing + Deletion Analysis MTTF (530070); MTTP (590075); MTTSL (590080); MTTS2 (530085); " MNG Laboratories Myoclonic epilepsy associated with ragged-red fibers | Deletion; Capillary DNA
[MOL189] 518 MTTT (390080): MTTW (590088 MTTY (so0100), wTTv (ssorcsy, | 31000 | Fibroblasts | Muscle | Extracted DNA | Buccal Cells (www.medicalneuragenetics.com)/Dynacare (MERRP); Mitochondrial myopathy, Sequencing 14-May-20
MTND! (516000); MTND2 (516001); MTND3 (516002); MTND4 (516003); . - encephalopathy, lactic acidosis, and stroke-like
MTNDAL (516004); MTNDS (516005); MTNDS (516006); MYCYS episodes (MELAS)
(516020); MTCO1 (516030); MTCO?2 (516040); MTCO3 (516050);
MTATP6 (516060); MTATPE (516070).
The is 16569 base pairs nlength and encore
37 genes inluing 2 riosomal RNA genes, 22 ransfer RNA genes, and 13
protein-coing genes. Our mitochondrial DNA (IDNA) panel inclces
B e Mitochondraldiseases including: Leber hereditary _ .
Mitochondrial Genome Sequencing + Deletion Analysis + L L MNG Laboratories B e DR RE time
initis pi (NARP i .
d 9 o 518 Wéﬁi‘ﬁi‘l’, "Q’%i‘éﬁ?&%'&msmﬁim Lavender Top (EDTA) S e AR L PocRiICto sy Quantitative PCR 14-May-20
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LISTE DES ANALYSES EFFECTUES HORS-QUEBEC

List of testing done out of Québec Centre universitaire

McGill University

Appelation approuvée de I'analyse ou maladie associée [avec numéro de
phénotype MIM] / Approved test name or Associated Disease [with MIM Phenotype
Number]

Code Test / Test Code
(Dictionnaire MSSS)

LABORATOIRES CLINIQUES CUSM/ MUHC CLINICAL LABS

REGLES DE MANUTENTION / Handling Conditions

LABORATOIRE DESIGNE / Designated laboratory

RENSEIGNEMENTS SUR L'ANALYSE / Test
details

de santé McGill

METHODE / Methode

NOTE PARTICULIERE /
Special comment

Health Centre

Date de la
révision / Date of
revision

The is 16569 base pairs inlength and encore
37 genes including 2 ribosomal RNA genes, 22 transfer RNA genes, and 13
proein-coding genes. Our mitochondrial DNA (mIDNA) panelinclces
compte sequencing o the folowing genes (MIM#): MTRNRL.(561000), Mitochondrial diseases including: Leber hereditary |  Polymerase Chain Reaction
MTRNR2 (561010); MTTA (530000); MTTR (S90005): MTTN (530010): Lo optic neuropathy (LHON) (PCR) followed by DNA
Mitochondrial Genome Sequencing + Deletion Analysis + MTTD (530015); MTTC (590020); MTTE (530025); MTTQ (S90030); 50-75 milligrams muscle snap frozen in liquid nitrogen and MNG Laboratories Neuropath, ataxia, and retinitts pigmentosa (NARP) | sequencing analysis; Polymerase
Depletion Testing (Muscle) [MOL3401 518 AL o MK (o060 M (o000, T sy | Maintained at -80°Celsius or below. (2) DNA extracted from dical i /D Myoclonic epilepsy associated with ragged-red fibers [ Chain Reaction (PCR) followed 14-May-20
epletion Testing (Muscle) [l ] N s e I — (www.medicalneurogenetics.com)/Dynacare ERRF) by Restriction Endonuclease
(590095); MTTY (S90100); MTTV (S90105); MTNDI.(516000); Mitochondrial myopathy, encephalopathy, lactic | digestion and gel separation; Real-
MTND? (S16001); MTND3 (516002); MTNDA (516003); MTNDAL acidosis, and stroke-like episodes (MELAS) time Quantitative PCR analysis
(516004); MTNDS (516005); MTNDS (516006); MYCYB (S16020); MTCO1
(516030); MTCO (516040); MTCOS (S16050); MTATP (516060);
MTATPB (516070)
g H Baylor Genetics. 2450 HOLCOMBE BLVD.
" . . . . Skin Fibroblasts [3210]; Skeletal Muscle Biopsy [3200]; 150 Y .
Mitochondrial Repirayory Chain Enzyme Analysis (ETC) 1269 ma: Store at -80°C. GRAND BLVD. RECEIVING DOCK Spectrophotometric 03-Oct-23
9 | HOUSTON, TX 77021-2024
Molecular Otolaryngology & Renal Research ” l i
MLPA (screen for deletions of CFHR1-CFHR3) CFHR1(134371); CFHRS (605336) Lavender Top (EDTA) Laboratory, U. of lowa Carver College of e LR s“’: (Z';:bg;yp'm' susceptiilty MLPA 31-Oct-17
Medicine (www.medicine.uiowa.edu/morl)
Mold Mix 1 1465 Serum (Gold SST or Red Top). In-Common Laboratories 12-Mar-20
Mold Mix 2 1465 Serum (Gold SST or Red Top) In-Common Laboratories 12-Mar-20
ABCCB, AKT2, BLK, CEL, CISD2, CP, EIF2AKS, FOXP3, GATAS, GCK,
MODY Neonatal Diabetes NGS Panel 481 KNt KLFL1 NEURODL NELROGS PAXA POXLATAA XS Lavender Top (2 x 4 mL) Fulgent Genetics (fulgentdiagnostics.com) NextGen Sequencing 13-May-19
SLC2A, WFSL, ZFPST7 (30 genes )
. . University of Chicago Genetic Services L, ] @A) e ] .
Molecular Testing for Lissencephaly DCX (300121) Lavender Top (EDTA) ty. 90 A laminal heteropia, X-link (300067); testing for a Sanger sequencing
Laboratories (dnatesting.uchicago.edu) R T
[ACP5 ADAZ ADAR AICDA AIRE AP3B1 BLOG1S6 BTKCASP10 CAS
P3.CD27 CD4OLG CR2 CTLAG CYBA CYBBDOCKS FADD FAS FASL
G FOXP3 ICOS IFIHL ILIOILIORA ILIORE IL2L IL21R IL2RA ITCH ITK
LRBALYST MAGTL NCF2 NCF4 NFATS NFKB2 NFKBIA ORAIIPIK
CD PIKIR1 PLCG2 PNP PRF1 PRKCD RAB27A RACZRFXS REXANK
RFXAP RMRP RNASEH2A RNASEH28 RNASEH2C SAMHDISHZD1A
. SLCTAT STATL STAT3 STATSB STIM1 STX11 STXBPZTBXL TMEMLT ) o .
Monogenic Autoimmunity Panel [08150] 817 P R S A A B LTSS Lavender Top (EDTA) [2 tubes] Invitae (www.invitae.com) NextGen Sequencing 10-Jul-23
O iy G oy 13092 el v
Exibe o SLCITA g e et e SHEDLAS
ok, O . AG S b sty O
ADA, ADAM1, AICDA, BTK, CD3G, CDAOLG, CTLAY, CYBA, CYBB, IGED Attt P et PO i Pl LA WS
5 . ] DCLREIC, DKC1, DOCKS, FOXP3, GEPC3, 1C0S, IL10, IL1ORA,
Monogenic Inflammatory Bowel Disease Panel (Invitae) IL10RB, IL21, IL2RA, ILZRG, ITGB2, LIGA, LRBA, MEFV, MVK, NCF2, . o Next-G
[08122] 151 NCF4, NEATS, NLRC4, PIKACD, PIKIR1 PLCG?, RAGL RAGE, RTELL, Lavender Top (EDTA) Invitae (www.invitae.com) ST 10-Jul-23
SHEDIA, SLC37A4, STATL, STATS, STIML, STXEP2, TTCTA, WAS, -~
XIAP, ZAPTO 02 S v ity ot O o
oo oo 0D DELACE S i o,
L s GOOK o i o P03 PEX AP
ot e 605 e sty (VIO 3010
Lonn PExibe . 28 6 i G, O e
Muscle Specific Tyrosine Kinase Antibodies (MuSK Ab) b Gold SST. SERUM ONLY. Centrifuge and transfer serum to . NOTE: test sensitivity is
P Y ( ) by 43 y N o 9 BC Neuroimmunology (bcneuro.ca) myasthenia gravis RIPA Y July 22. 2023
RIPA plastic container. Store at -20°C. Transport frozen. 50-60%
NOTE: test sensitivity is
~100% but has low
Muscle Specific Tyrosine Kinase Antibodies (MuSK Ab) b: Gold SST. SERUM ONLY. Centrifuge and transfer serum to A o specificity.. Orderable
P V! ( )by 43 N N o 9 BC Neuroimmunology (bcneuro.ca) myasthenia gravis SPR P Y 09-Aug-22
SPR [P91022] plastic container. Store at -20°C. Transport frozen. only by Neurology due
to low specificity as
SECOND LINE test.
Myelin Basic Protein [663] 1465 CSF. Store frozen. Specimen Stability : Room temperature: 7 Quest Laboratories The pesence of myelin basic protein in the spinal RIA 17-Sep-19
days. Refrigerated: 14 days. Frozen: 21 days fluid is supportive evidence for the diagnosis of
multiple sclerosis and other demyelinating diseases,
although it s a non-specific finding and present in
other causes of damage to CNS myelin
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Appelation approuvée de I'analyse ou maladie associée [avec numéro de
phénotype MIM] / Approved test name or Associated Disease [with MIM Phenotype

Number]

Code Test / Test Code
(Dictionnaire MSSS)

LISTE DES ANALYSES EFFECTUES HORS-QUEBEC
List of testing done out of Québec
LABORATOIRES CLINIQUES CUSM/ MUHC CLINICAL LABS

REGLES DE MANUTENTION / Handling Conditions

LABORATOIRE DESIGNE / Designated laboratory

Centre universitaire
de santé McGill

S| s 7 e
RENSEIGNEMENTS SUR L'ANALYSE/Test oy oo e

W

NOTE PARTICULIERE /

McGill University
Health Centre

Date de la

details

Special comment

révision / Date of
revision

) $890 full panel; <2 gene
Myeloid NGS Screen 1395 Lavender Top (EDTA) Molecular Genetics Laboratory - LHSC pleX S:”:;‘c'?n" DNA | ™ fisions $350 each if | 28-Oct-21
q 9 ordered separately
ADAMTSI3
ANKRD26
cves
GATAL
GPIBA . . . .
Thrombocytopenia Panel [10307] 1076 ceib Lavender Top (EDTA) Prevenm?n Genet_lcs Next Generatl_on DNA | MYH9 NOT available at 10-0ul-23
— (www.preventiongenetics.com) Sequencing HMR
MPL
MYHO
RUNXI
was
/ACAD, ACADL, ACADM, ACADVL, AGL, C100RF2,
Myopathy-Rhabdomyolysis CPTé:AgP:ék%ﬁéi;?‘é’:ﬁ"‘:ﬁEﬁ?i%épAi' Lavender Top (EDTA) Fulgent Genetics (fulgentdiagnostics.com) NextGen Sequencing
POLG2, RRM2B, SUCLA2, TK2, TYMP
B B B Prevention Genetics Congenital Myotonia, Autosomal Dominant Follv
Myotonia Congenita via the CLCN1 Gene [11179] 607 CLCN1 (118425) Lavender Top (EDTA) 5 5 (160800), Myotonia Congenta Autosomal Recessive NGS 10-Jul-23
(www.preventiongenetics.com) (255700)
Myotonic Dystrophy 2 (ZNF9/CNBP) Genetic Testing (Repeat 607 CNBP (ZNF9) (116955) Lavender Top (EDTA) MNG Laboratories Repeat-primed PCR (QP, 25-Jun-20
Expansion ) [MOL303] (www.medicalneurogenetics.com)/Dynacare PCR)
Collection Instructions:
Collect 24-hour urine with no preservatives. Total volume
required. Record on both the specimen container and the Liquid Chromatography|
. . . r form. Urine Preservative llection Options: Note: Th ini i
N-Methylhistamine, 24 Hour, Urine [NMH24] 17 SOt e, UMD (RIEEEREL 3 Gl [T CLanss MR Ui &y e LA Es g jjandemibass 04-Mar-21
addition of preservative or application of temperature controls (www.mayomedicallaboratories.com) Spectrometry (LC-
must occur within 4 hours of completion of the collection: 6N MS/MS)
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 consists of 5 numbered centrifuge tubes in a
small plastic bag. Tube #3 contains antioxidants necessary to
protect the sample from oxidation. One set of tubes is required
per patient. The total CSF volume required is 3.5 milliliters. | RO |GG
Collection of sample : CSF should be collected directly from B e o e
the tap needle: Collect from the first drop in to the containers reductase deficiency | SPR | Hyperphenylalaninemia,
. . . . in numerical order. Fill each tube to the marked line (0.5 MNG Laboratories BH4 deficient, B | HPABH4 |
Neopterin/Tetrahydrobiopt¢ F) [N 1224 BH4, Neopte P 3 i N Hyperphenylal , BH4 deficient, A 09-May-20
LT T T ST (€517) [INEle] eopterine milliliters in tubes 1,2, & 5— 1.0 ml in tubes 3 & 4). Attach (www.medicalneurogenetics.com)/Dynacare HPAVQ’EZ f.,"¥§ m?,’:,':henyla;‘.;m‘ alu Y
patient identifiers to each tube without covering the tube deficient, C | QDPR | HPABHAC |
number. If there is no blood contamination, place the tubes Hype"’""&':':\';fz"l)ﬂ“Pi";';f'””" 2
into a biohazard bag and place on ice (or dry ice if available) at
the bedside. Transfer the samples to a -80°C freezer ASAP.
Ship on dry ice. If the sample is blood contaminated, the tubes
should immediately be centrifuged (prior to freezing) and the
clear CSF transferred to new similarly labeled tubes then
frozen and stored at -80°C ASAP.
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Appelation approuvée de I'analyse ou maladie associée [avec numéro de

phénotype MIM] / Approved test name or Associated Disease [with MIM Phenotype

Code Test / Test Code
(Dictionnaire MSSS)

LISTE DES ANALYSES EFFECTUES HORS-QUEBEC
List of testing done out of Québec
LABORATOIRES CLINIQUES CUSM/ MUHC CLINICAL LABS

REGLES DE MANUTENTION / Handling Conditions

LABORATOIRE DESIGNE / Designated laboratory

RENSEIGNEMENTS SUR L'ANALYSE / Test
details

Centre universitaire
de santé McGill

METHODE / Methode

W

NOTE PARTICULIERE /
Special comment

McGill University
Health Centre

Date de la
révision / Date of

Number] revision
Nephrotic Syndrome (NS)/Focal Segmental Prevention Genetics ez Next Generation DNA
B N ) N 10-Jul-2
Glomerulosclerosis (FSGS) Panel [10417] £ eveelar 1Ep (EDI) (www.preventiongenetics.com) Sequencing QL2
Mepkatsic A e To i Errs ol A 6100
et A8 L0
e T
i e Oyt A% S50
T 5 S T “Anti-Aquaporin 4 (Anti-AQP4 Ab) $200; Anti-
gri"o’:g#;r”o"c”;‘e“éfzg ’;?;:s":?ﬁ; Q""(x]’;m%) Serum ONLY (Red Top OR Gold SST). Store at -20°C. (CSF e oyt Ghcoprtis ity | s o confinmation | 102488 cH
g yie Glycop! Y 157 is not an appropriate sample as Ab is made by plasma cells BC Neuroimmunology (bcneuro.ca) (Ant-MOG) $125 b. e s o oot | 22-0ul-23
5wty is uncertai;serum s 1st choke.
peripheraly.) 4 :
ATM (607585), BRAF (164757), CBL (165360), HRAS
(190020), KRAS (190070), MAP2K1 (176872), NFL
. . (613113), NF2 (607379), NRAS (164790), PTEN . 8
Bl . (bezr Reneleclenny 776 (601728), PTPN11 (176876), RAF1 (164760), RIT1 Lavender Top (EDTA) IR Lt i CRIBEREN BN 09-May-20
Number Analysis; 21 Genes) [NGS335] (609591), SDHAF2 (613019), SDHE (185470), SDHC (www.medicalneurogenetics.com)/Dynacare Sequencing
(602413), SDHD (602690), SH3BP2 (602104), SHOC2
(602775), SOS1 (182530), SPRED1 (609291)
Neurofilament (oNF-H) 1465 CSF WS o Uy N Ser oy ELISA 02-0ct-23
Laboratory
Neurofilament Light Chain (NfL), Serum 1465 Serum, SST or Red Top. Stable at -20°C. In Common Laboratories EORLA requisition SIMOA 02-Oct-23
Cyclical neutropenia (162800), Severe congenital
neutropenia autosomal dominant (202700), Severe
AP3BL, CSF3R, CXCR4, ELANE, G6PC3, GATAL, (wozcgzr)lgesmul neu!ropenial Xcinked X
5 GATA2, GFI1, HAX1, LAMTOR?, LYST, RAB27A, " . . S cononsa ey iopenaS: .
Neutropenia NGS Panel 836 R . ' , : Lavender Top (2 x 4 mL, Fulgent Genetics (fulgentdiagnostics.com; autosomal recessive (612541), Severe congenital | - NextGen Sequencin 28-Feb-20
2 IRAEE, STE1ei, SR/ VA, (USTER, VAR Ve n ) & (fulg 2 ) neutropenia 2, autosomal dominant (613107), 4 g
WAS, WIPF1 Severe congenital neutropenia 3, autosomal recessive|
(610738)
" . Serum. Red Top (only). Room temperature: 7 days . N -y
Neutrophil Antibody, Flow Cytometry [1606] 1572 Rz 4 6 et 206 Quest Diagnostics 06-Jul-20
UAB Medical Genomics Laboratory
NF-1-NG 776 NF-1 Lavender Top (EDTA) (www.uab.edu/medicine/genetics/medical- NGS and del/dupl 10-Jul-23
genomics-laboratory)
Niemann-Pick Disease Type C Sequencing Panel [3425] 468 NPCL (607623); NPC2 (601015) Lavender Top (EDTA) Prevenm?n Genet.lcs Niemann-Pik Disease Type C1 (257220) Next Generam.)n DNA Juy 10, 2023
(www.preventiongenetics.com) Sequencing
Noonan Syndrome (NextGen Sequencing Panel and Copy BRAF KRAS LZTR1 MAP2K1 NRAS PTPN11 RAF1 MNG Laboratories . Y ’
Number Analysis; 10 Genes) [NGS414] 3 RIT1 SOS1 S0S2 LemmaLEr e (R R (www.medicalneurogenetics.com)/Dynacare eI SEETERY CSRERRED
NPM1MRD 1305 NPM1 (164040) Lavender Top (EDTA). Bone marrow. Stable 24-48 h at RT | Dept l?f Cllnl.cal Laboratory Genetics. Qenoms RNA based 24-Jan-24
after draw. Do not freeze. Diagnostics. Toronto General Hospital.
Molecular Genetics Laboratory. Univerisity of
NPM1 Quantitative RNA PCR 1395 NPML (164040) Lavender Top (EDTA). Stable for only 24-72 h. Do not freeze. North Carolina Hospitals. RNA based 17-Jan-23
Send on cold pack. [ACD acceptable] 3
Http://labs.unchealthcare.org.
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LISTE DES ANALYSES EFFECTUES HORS-QUEBEC
List of testing done out of Québec
LABORATOIRES CLINIQUES CUSM/ MUHC CLINICAL LABS

McGill University
Health Centre

Centre universitaire
de santé McGill

W

Appelation approuvée de I'analyse ou maladie associée [avec numéro de ) Tos < . 5 Date de la
phénotype MIM] / Approved tes name or Associled Diease [with MIM PReniype o oout T aaos®  swoot vcouceneevon REGLES DE MANUTENTION /Handling Condiions LABORATOIRE DESIGNE / Designated laboratory RENSEIGNEMENTS SUR L'ANALYSE/Test  \ 100 / Methode NOTERRRTIC ORI CREY révision / Date of
i) (Dictionnaire MSSS) details Special comment e
Nuclear-Mito NGS Panel 518 Lavender Top (2 x 4 mL) Fulgent Genetics (fulgentdiagnostics.com) NextGen Sequencing 10-Jul-19
. . Requil
5'Nucleotidase 4 Serum. Stable 4h at RT, 7 days at 4°C or 14 days at -20°C. Dynacare enzymatic teiglijslrsi I[i):i?sgz\t’ialitaj 22-Oct-20
Molecular Genetics Laboratory - BC Children’s .
loph: | Muscular Dy h 1. PABPN1 (602279 L T N . 25-Jun-20
Oculopharyngeal Muscular Dystrophy 613 (¢ ) avender Top Hospital & BC Women’s Hospital repeat sizing
Oncotype DX FFPE Genomic Health gene expression Refer to Pathology
. . M: linical L: i
Orexin-A/Hypocretin-1, Spinal fluid [ORXNA] 1691 CSF. Store frozen. 0 it (LA Eriies RIA 08-Dec-20
(www.mayomedicallaboratories.com)
s . Lo NGS with del/dup
Osteogenesis imperfecta NGS panel - Dominant [5099] 533 ALPL, COL1A1, COL1A2, IFITMS, PLS3 Lavender Top (EDTA) Connective Tissue Gene Test (www.ctgt.net) ES 25-Oct-19
L " a ALPL, BMP1, COL1A1, COL1A2, CREB3L1, CRTAP, i
Osteogenesis imperfecta NGS panel - Dominant & Recessive 533 FKBP10, IFITM5, LEPREL, LRP5, PLOD2, PLS3, PPIB, Lavender Top (EDTA) Connective Tissue Gene Test (www.ctgt.net) e Wltlh d_el/dup 25-Oct-19
[5102] SERPINF1, SERPINHL, SP7, TMEM38B, WNT1 ENEES
ALPL, BMPL, CREB3LL, CRTAP, FKBP10, LEPREL, NGS with del/dup
Osteogenesis imperfecta NGS panel - Recessive [5105] 533 LPR5, PLOD2, PPIB, SERPINF1, SERPINHL, SP7, Lavender Top (EDTA) Connective Tissue Gene Test (www.ctgt.net) N 25-Oct-19
TMEM38B, WNTL analysis
Ovarian Antibody Screen with Reflex to Titer, IFA [FOVAS] 1465 Sera (EIELE] S @ REE e (R i) Ao CIITED LAERRIES IFA 08-Nov-23
days. Frozen 30 days. Ambient 7 days. (www.mayomedicallaboratories.com)
N S Pi tion Geneti
Ovarian Dysgenesis via the FSHR gene [11871] FSHR (136435) Lavender Top (EDTA) (BRI EEEEE) Ovarian dysgenesis 1 (233300) 10-Jul-23
(www.preventiongenetics.com)
Overgrowth and Macrocephaly Syndromes Panel [3449] 968 st hwszuron e Lavender top (EDTA) [2 tubes] Preventlt?n Genet.u:s 10-Jul-23
Jrvoen: (www.preventiongenetics.com)
AKT2 AKT3 CDKNIC CUL4B DIS3L2 DNMT3A
Overgrowth and Macrocephaly Syndromes Panel [04501] 968 EZH2 GLI3 GPC3 KPTN MED12 MTOR NF1 NFIX Lavender top (EDTA) [2 tubes] Invitae (www.invitae.com) 10-Jul-23
NPR2 NSD1 PHF6 PIK3R2 PTEN SETD2 SPREDL
Green Top; sample must be acidified. If not freeze plasma Mayo Clinical Laboratories
late, Pl POXA1] 117¢ N N 11-May-22
Oyl SR O 1 ® ASAP. Stable 30 days. (www.mayomedicallaboratories.com) Y
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LISTE DES ANALYSES EFFECTUES HORS-QUEBEC
List of testing done out of Québec
LABORATOIRES CLINIQUES CUSM/ MUHC CLINICAL LABS

Appelation approuvée de I'analyse ou maladie associée [avec numéro de

RENSEIGNEMENTS SUR L'ANALYSE / Test
details

Code Test / Test Code . . . .
(ictionnaire Msss) | ST roreectearon REGLES DE MANUTENTION /Handling Conditions LABORATOIRE DESIGNE / Designated laboratory

phénotype MIM] / Approved test name or Associated Disease [with MIM Phenotype

Centre universitaire
de santé McGill

METHODE / Methode

W

NOTE PARTICULIERE /
Special comment

McGill University
Health Centre

Date de la
révision / Date of
revision

Number]
Oxidative Phosphorylation (OXPHOS) Defects NGS Screening MNG Laboratories .
A q 09-May-2
Panel (232 genes) + Del/Dup + mtDNA [NGS306] eveelar 1Ep (EDI) (www.medicalneurogenetics.com)/Dynacare N ey Sl
Liquid Chromatography|
Lavender Top (EDTA). Store plasma frozen. Prolonged Mayo Clinical Laboratories Tandem Mass
- N N Niemann-Pick types A, B, and C d -Jul-
Oxysterols, Plasma [OXNP] i) storage at RT can lead to autooxidation (FP). (www.mayomedicallaboratories.com) femanm ik types o dese Spectrometry (LC- 2l
MS/MS)
Liquid Chromatography|
- Quest Diagnostics Nichols Institute - California, Tandem Mass e
Paliperidone (Invecta) [91895] Red Top (only) Maleclilan Genetics lahoratory, > y(LC- 19-Feb-18
MS/MS)
Collect 10 mL EDTA plasma in special tube containing the Z-
tube and separate as soon as possible. Freeze plasma (ESTmes (ke
Pancreastatin immediately after separation. Special Z-tube is available from " P——- radioimmunoassay TBU
3 ) L . P (www.interscienceinstitute.com)
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
. y Plasma EDTA. Place on ice immediately fasting. Freeze Mayo Clinical Laboratories ey
Rarcieatichobpepie ke mal i EH] B immediately. Stable 90 at -20°C. (www.mayomedicallaboratories.com) B
Paraglioma SDHB (185470); SDHC (602413); SDHD (602690) Lavender Top (EDTA) Alberta Mol Dx Laboratory (Calgary) del/dupl
Paraglioma SDHB (185470) Lavender Top (EDTA) Alberta Mol Dx Laboratory (Calgary) Sanger sequencing
Paraglioma SDHC (602413) Lavender Top (EDTA) Alberta Mol Dx Laboratory (Calgary) Sanger sequencing
Paraglioma SDHD (602690) Lavender Top (EDTA) Alberta Mol Dx Laboratory (Calgary) Sanger sequencing
Under special
. . | Red Top (preferred); Gold SST. Store at 4°C (14 days) or Mayo Clinical Laboratories RIA; IFA; EIA; Western|  circumstances only;
P -Aug-
i alioanivedE SETm FAVAL & frozen. (www.mayomedicallaboratories.com) e G blot; CBA Default is BC S22
Neuroimmunology.
Under special
i . Amphiphysin, Ri (NOVA-L), Yo, Hu, PNMA2 circumstances only;
Paraneoplastic Antibody Panel PLUS 61 SERUM preferred;Gold SST; 2nd choice CSF Mitogen Advanced Diagnostics (Ma2/Tz), CV2.1, Recoverin, SOXL, tinin, Zicd, LIA . ' 21-Sep-23
GADGS, Tr (DNER) Default is BC
Neuroimmunology.
Alt @MUHC on serum:
IF with reflex to Paraneoplastic/Anti-Neuronal
. - Serum (Gold SST or Red Top) st choice. 2nd choice: CSF. Amphiprysin, CV2 CRMPS), PNMA2 (z2ra) | Immunoblot and CBA (AntizHURI ngcvz PNMA2
Paraneoplastic (Neuronal) Antibodies Full Panel 61 a ’ U BC Neuroimmunology (bcneuro.ca) Ri, Yo, Hu, Recoverin, SOXL, Tintin, Zicd, | fixed. Immunoblot onlty | 5= EEVE | 22-Jul-23
Store at -20°C GADSS5, Tr (DNER) . . Amphiphysin). These are
test is for rapid TAT | biomarkers of cytotoxic T-cells
only. for disease and not disease
causing
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Appelation approuvée de I'analyse ou maladie associée [avec numéro de
phénotype MIM] / Approved test name or Associated Disease [with MIM Phenotype
Number]

Code Test / Test Code
(Dictionnaire MSSS)

A2M, AAAS, ACE, APOE, APP, ATP13A2, ATP1A3,
C9orf72, CSF1R, DCTN1, DNMTL, EIF4G1, FBXO7,

GBA, GCH1, GRN, HTRA2, LRRK2, MAPT, MPO,

LISTE DES ANALYSES EFFECTUES HORS-QUEBEC
List of testing done out of Québec
LABORATOIRES CLINIQUES CUSM/ MUHC CLINICAL LABS

REGLES DE MANUTENTION / Handling Conditions

LABORATOIRE DESIGNE / Designated laboratory

RENSEIGNEMENTS SUR L'ANALYSE / Test
details

Includes: Dystonia, DOPA-responsive (BRD)

Centre universitaire
de santé McGill

METHODE / Methode

NOTE PARTICULIERE /
Special comment

McGill University
Health Centre

Date de la
révision / Date of
revision

23-Nov-18

Transport Container
Plastic screw-cap vial

Transport Temperature
Room temperature

Specimen Stability

Room temperature: 7 days
Refrigerated: 28 days
Frozen: 28 days

Parkinson-Alzheimer-Dementia NGS Panel 597 PARK2, PARK?, PINK1, PLA2GS, POLG, PRKRA, Lavender Top (EDTA) Fulgent Genetics (fulgentdiagnostics.com) (128230) and CO0rf72 repeat analysis NextGen Sequencing
PRNP, PSENL, PSEN2, SLC6A3, SNCA, SNCB, TAFL,
TH, TREM2, TYROBP, UCHLL, VPS35 ( 38 genes )
Parkinsons Disease/Parkinsonism [NGS357] 665 Lavender Top (EDTA) . IS LA IE D MR EHEETE R 09-May-20
(www.medicalneurogenetics.com)/Dynacare Sequencing
Parkinson Disease panel [T401] 665 Lavender Top (EDTA) GeneDx (www.genedx.com) fext S:::;t;?nanNA 14-Nov-23
PARKINSON'S DISEASE, JUVENILE VIA THE Prevention Genetics
§ PARK?2 (602544 Lavender Top (EDTA , Parkinson disease, juvenile, type 2 (600116) N 10-Jul-23
PRKN/PARK2 GENE [11607] 664 ) BN (EEY) (www.preventiongenetics.com) errson s Jvenie ype 2 (0019 s
Patient should be fasting 10 - 12 hours prior to
3 ml serum or EDTA plasma should be collected and separated InterScience Institute collection of specimen. Antacids or other
Pepsinogen | 1748 as soon as possible. Freeze specimens immediately after « interscienceinstitute.com) medications affecting stomach acidity or RIA 19-Jan-23
. i . P Www. . gastrointestinal motilty should be discontinued, if
separation. Minimum specimen size is 1 ml. possible, for at least 48 hours prior to collection,
Patient should be fasting 10 - 12 hours prior to
3 ml serum or EDTA plasma should be collected and separated InterScience Institute collection of specimen. Antacids or other
Pepsinogen Il 1748 as soon as possible. Freeze specimens immediately after R intersciencelnstitute.com) medications affecting stomach acidity or RIA 19-Jan-23
separation. Minimum specimen size is 1 ml. Www. . gastrointestinal motity should be discontinued, f
possible, for at least 48 hours prior to collection,
Perforin/Granzyme [HLH] 817 Heparin Alberta Precision Laboratories (Flow Cytometry | To be accompanied by 14-0ct-20
Calgary) normal control sample
. Hospital for Sick Children (Rapid Response .
Rl PRFL (1780280) Lavender Top (EDTA) p  Chiler ry() p P Pemophageytc ymphonSocytoss (HLH) a1 0er et encing
Perforin|protein expression Lavender Top (EDTA) Hospital for Slcli;:;;gzr:v()Rapld Response hemophagocytic lymphohistiocytosis (HLH)
AP1S3, CARD14, CECRI, ELANE, HAXL, IL10,
IL10RA, IL10RB, ILIRN, IL36RN, LPIN2, MEFV, Familial Mediterranean Fever (FMF) (249100 and
. . MVK, NLRC4, NLRP12, NLRP3, NLRP7, NOD2, q 134610); TNF receptor-associated periodic . AT
Periodic Fever/Autoinflammatory Disorders NGS Panel 838 PLCG2, PSMBS, PSTPIPL, RBCK1, SHIBP2, Lavender Top (2 x 4 mL) Fulgent Genetics (fulgentdiagnostics.com) syndrome (TRAPS (142680): NextGen Add on: TNFAIP3 10-Aug-17
SLC29A3, TMEM173, TNFRSF11A, TNFRSF1A, D Syndrome (HIDS) (260920)
NLRP1 ( 28 genes )
Preferred Specimen(s)
1 mL plasma collected in a 3.2% sodium citrate (light blue-top)
tube
Minimum Volume 0.5 mL.
Collection Instructions
Platelet-poor plasma: Centrifuge light blue-top tube 15 minutes
at approximately 1500 g within 60 minutes of collection. Using
a plastic pipette, remove plasma, taking care to avoid the
'WBClplatelet 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
Phosphatidylserine Antibodies (1gG, IgA, IgM) [10062] (<10,000/uL). Quest Diagnostics/Nichols Institute thrombosis; pregnancy loss immunoassay

Phosphoglycerate kinase 1 deficiency (300653)

PGK1 (311800)

Lavender Top (EDTA)

Centogene AG (www.centogene.com)

Sanger sequencing
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LISTE DES ANALYSES EFFECTUES HORS-QUEBEC
List of testing done out of Québec
LABORATOIRES CLINIQUES CUSM/ MUHC CLINICAL LABS

Centre universitaire
de santé McGill

McGill University
Health Centre

W

NOTE PARTICULIERE / Datslel

révision / Date of

Appelation approuvée de I'analyse ou maladie associée [avec numéro de

st/ Tes . s SSURL e
cedegiestiesiCone REGLES DE MANUTENTION /  Handling Condifions LABORATOIRE DESIGNE / Designated laboratory RENSEIGNEMENTS SUR L'ANALYSE/Test  \ 100 / Methode

:‘I::nngely’]pe MIM] / Approvertest name or Assocated Disease with MIM Phenotype (S0 P00l 0 O s o e o details Special comment e
Yellow top (ACD solution B) or Yellow top (ACD solution A). - q
mﬁg:‘;z‘?:&"l?TSSE;SME"S";:::,\;“L‘;W"°ma""°se DO NOT CONFUSE WITH STANDARD GOLD SST tube. " Mnii"g‘gé??;l'l‘aa;’;z;"gf:wm) Enzyme assay. 20-Oct-20
! v Do not transfer contents. Store at 4°C. Send immediately. may! :
Glycogen Storage Disease Laboratory. Duke GSDIX phosphorylase b
) - Lavender Top (EDTA) 10 cc OR dried blood spot; other University Hospital. (Glycogen Storage Disease, Type IX, Liver form | jnase enzyme assay on
Phosphoryl Kin: nzym vi " L y . (306000) 18-Jul-17
PSR D (TS AT Ty sample types available http://pediatrics.duke.edu/divisions/medical- () red blood cells; other
genetics/biochemical-genetics-laboratory enzyme assays available
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. R
Platelia Apergillus Galactomannan EIA [309] 1465 CSF/BAL: Submit CSF and BAL in a sterile screw cap MiraVista Diagnostics Microbiolo 08-Sep-22
container. STABILITY Room Temperature: 48 hours ay
Refrigerated: 5 days
Frozen: 5 months
PLP1-RELATED DISORDERS VIA THE PLP1 GENE Prevention Genetics Pelizaeus-Merzbacher disease (312080) and spastic
[10019] ot LAV (E0E (www.preventiongenetics.com) paraplegia (312920) e Toue®
Transfer 2 mL of bronchoalveolar lavage (BAL) fluid
(preferred) to a sterile, leakproof container. Tracheal aspirate
. and bronchial wash will be reported with a rare specimen NP . . Reserved for
Pneumocystis DNA PCR [402] 1395 . MiraVista Diagnostics S 08-Sep-22
4 [F comment.STABILITY Room Temperature/Ambient: 14 days 9 Microbiology P
Refrigerated: 14 days
Frozen: 28 days
Polycystic Kidney Disease NGS Panel 795 PKD1 (601313); PKD2 (173910), PKHD1 Lavender Top (2 x 4 mL) Fulgent Genetics (fulgentdiagnostics.com) Polycf:,;:;:;iﬁﬁﬁgg ;y(‘;;égl;)z 900 | NextGen Sequencing 04-Dec-18
Bilteral fronoparital poymicrogyria (606854), Gokberg-
GPRS6 (604110), KIAA1279 (609367), OCLN Sorinaen Magacsn ynrome (55460, Band e
Polymicrogyria Deletion/D Panel (11 genes (602876), RTTN (610436), TUB1A (602529), TUBA8 Lavender Top (EDTA) University of Chicago Genetic Services (ngﬁ)”gmz: 3‘:&'51325,1‘:7;3: gm{{;m oligonucleotide array-
deletion/duplication analysis) (605742),TUBB2b (612850), TUBB3 (602661), RAP18 P Laboratories A P ) o e ) CGH
(602207), RAB3GAP1 (602536), RAB3GAP2 (609275) (61003t), Complex cortcal dysplasa it oer brain
malformations (614035), Warburg Micro syndrome (00118)
GPRS®6 (604110), KIAA1279 (609367), OCLN o o g .
(602876), RTTN (610436), TUBLA (602529), TUBAB University of Chicago Genetic Services ot i sy smpoymerogrn | - Next-gen Sequencing
Polymicrogyria Sequencing Panel (12 genes sequecning) (605742), TUBB2b (612850), TUBB3 (602661), RAP18 Lavender Top (EDTA) Laboratories (251290), Polymicrogyria with seizures (614833) polymicrogyria | - 2, Sanger sequencing
with opt. nerve hypoplaia (612180),asymmetri pobymicrogyria R
(G120 RABSEAR1 (602536 RASSCALZCas 27 T, Complscorcal ceps wihcoer b (confirmation)
WDR62 (613583) mafformation (614039), Warburg Micro syndrome (00118)
Pontocerebellar Hypoplasia NGS Panel 886 EESEAT, Rﬁzii:?j;ﬁf’ [SCNZUSENE Lavender Top (EDTA) Fulgent Genetics (fulgentdiagnostics.com) NextGen Sequencing EA0SE i can serdad
b at no cost
PONTOCEREBELLAR HYPOPLASIA Panel [5051] EX0SC3 (606489) Lavender Top (EDTA) Prevention Genetics Pontccerebella ypopesia, type 18 (614676) NGS See Fulgent Panel | 10-Jul-23
(www.preventiongenetics.com)
1. single exon testing 2.
full gene sequencing 3.
P haly 1 (1757 COL4AL (120130) L Top (EDTA Al U . N e
orencephaly 1 (175780) ( ) avender Top (| ) Centogene AG (www.centogene.com) deletion/duplication
testing
Porphobilinogen Deaminase (PBGD), Whole Blood [PBGD._] 1324 Green Top, 2mL, 4°C only Uy Cllitte LA e Acute Intermittent Porphyria (176000)
(www.mayomedicallaboratories.com)
ALAD (125270), ALAS2 (301300) C150RF41
Porphyria Disorders NGS Panel 1324 (61(366105;262";:: éég;gg zgﬁzi:gégéigfss)éﬁm Lavender Top (2 x 4 mL) Fulgent Genetics (fulgentdiagnostics.com) NextGen Sequencing 31-Aug-19
(603941), UROD (613521), UROS (606938).
. " Green Top (heparin), fasting, handle 4°C. Must arrive within 3 Mayo Clinical Laboratories erythropoietic protoporphyria (177000) and
4 . . 3 . 2 20-Oct-20
gt (S i, i) 2 2 e 1) e days of drawing. Alternate: washed erthyrocytes (www.mayomedicallaboratories.com) congenital erythropoietic porphyria (163700)
Porphyrins, Total, plasma [PTP] 1324 Green top (heparin); protect from light; transfer to amber vial WD C“m?al Laborator_’les Porphyria Cutanea Tarda (176100) 20-Oct-20
(www.mayomedicallaboratories.com)
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CCDC65, DNAHL1, RSPHAA, RPGR, CCDCA0,
ZMYND10, DNAAF1, DNAAF2, DNAAF3, DYXICI, . o
DNAIL, CCDC103, DNAI2, RSPH3, RSPH1, DNAAFS, Invitae (https://www.invitae.com 475 NGS with del/dup
Primary Ciliary Dyskinesia panel (Invitae) [04101] 771 RSPH9, OFD1, DRC1, CCDC39, LRRC6, SPAGL, Lavender Top (EDTA) 2-5 cc Brannan St. Ste. 230) Primary Ciliary Dyskinesia panel (244400) si 10-Jul-23
CCDC151, MCIDAS, ARMC4, C210rf59, DNAHL, San Francisco, CA, 94107 BHAIVEIS
DNAHS, DNAHS, NMES, GAS8, CCNO, CCDC114,
DNALL
PRIMARY FAMILIAL AND CONGENITAL Prevention Genetics . .
147! eron gy L Top (EDTA) y Familial Eryth , 1(133100) NOT available at HMR | 10-Jul-23
POLYCYTHEMIA (PFCP) VIA THE EPOR GENE [8441] ° - avender Top (EDTA) AR Z ) amilal Erythrocytos, 1.(133100) Sanger sequencing [ NOT available at
K, AcPS, ACTE, A, AORS DA, ADAR, ACDA,ARE, AKG P38, AT, 524, BCLID
2 o Com come cow, e o 1A e CA Coron Rz
e a1, TP, ATAA AT, RN, 2, 1, L2 2R, LHAN, T, A i T
i i RS ML APt NP MO, M YDA L N A AT PG Invitae (nttps:/) nvitae.com 4 NGS with del/dup
Primary Immunodeficiency Panel (Invitae) [08100] 1042 A e Lavender Top (2 x 4 mL) Brannan St. Ste. 230) 8 10-Jul-23
PIKIRL PLCG, PUS2, PP, POLE, PRF, PRKCD, PRKDC, PSMBH, PSTPIS, PTF . analysis
RAGE RAGL RAGE. RECKI REXS, REXANK, REXA, K, MRS, RNASEHEA, RNASEFZ, San Francisco, CA, 94107
FNASEIR, RORe,RTELL SAME D, SOUAGE SHEDIA SLEBFS, SLCAS,SLOWCE SLCA
S T AT eSS 38 TERSFN RS TR T2 TR
Procainamide and N-acetylprocainamide, Serum [PA] 1465 Gold SST HE® C“m?al Laboratonjles immunoassay 10-Aug-21
(www.mayomedicallaboratories.com)
N — An aid in monitoring antiresorptive and anabolic @
i layo Clinical Laboratories therapy in patients with osteoporosis; An adjunct in competitive
Procollagen | Intact N-Terminal, Serum  [PINP] 178 Red Top or Gold SST. Send serum. Stable frozen for 14 days. R  mayomedicallaboratories.com) g e T radioimmunoassay 09-Aug-22
increased bone tumnover such as Paget disease
PROGRESSIVE BULBAR PALSY WITH OR WITHOUT
SENSORINEURAL DEAFNESS [BROWN-VIALETTO-VAN Prevention Genetics Not available: SLC52A2 (607882) and SLC52A1
SLC52A3 (613350 3 . 10-Jul-23
LAERE SYNDROME (211530) AND FAZIO-LONDE (613350) BT (G (www.preventiongenetics.com) Nes u
DISEASE (211500)] VIA THE SLC52A3 (C200RF54) [8711]
. - . . Cinncinatti Children's Hospital (Division of .
Pi Familial Intrah holl Type 1 (211 ATP8BL (602397, L Top (EDTA . N
rogressive Familial Intrahepatic Cholestasis Type 1 (211600) (¢ ) avender Top (| ) Human Genetics Diagnostic Laboratories) Sanger sequencing
Draw blood in a ice-cooled purple-top EDTA. (Plasma gel tube .
is not acceptable.) Chill on ice for 10 minutes. Spin down and Mayo Clinical Laboratories Qeniizie
Proinsulin, Plasmat [PINS] 179 k § . . Chemiluminescent 13-Dec-22
send 1 mL of EDTA plasma frozen. (www.mayomedicallaboratories.com)
Immunoassay
Psychotropic Pharmcogenomics Gene Panel, Varies [PSYGP] 1582 Lavender Top (EDTA) WE® C“m?al Laborator_’les 04-Mar-21
(www.mayomedicallaboratories.com)
Bannayan-Riley-Ruvalcaba Syndrome (153480);
i i i Cowden Disease (158350);
(PN R T e S R R B P e PTEN (601728) Lavender Top (EDTA) Prevenm?n Genet.lcs Cutaneous Malignant Melanoma 1 (155600); NGS 10-Jul-23
[7513] (www.preventiongenetics.com) Macrocephaly/Autism Syndrome (605309); Vacterl
‘Association With Hydrocephalus (276950)
Telangiectasia, hereditary hemorrhagc, type 2
(600376); Pulmonary hypertension, familial primary,
1, with or without HHT/Pulmonary hypertension, A CRETEEN A
" ACVRLL (601284), BMPR2 (600799), CAV1 (601047), 5 " ] primary, fenfluramine or dexfenfluramine-associated . : genes
Pulmonary Hypertension NGS Panel ENG (131195), SMAD (603295) Lavender Top (2 x 4 mL) Fulgent Genetics (fulgentdiagnostics.com) (178500); Pulmonary hypertension, primary, 3 ( | NeXtGen Sequencing & del/dupl
615343); Telangiectasia, hereditary hemorrhagic,
type 1 (187300); Pulmonary hypertension, primary,
2 (615342)
Collect 1 milliliter of CSF. Spin sample if contaminated with MNG Laboratories
Pyridoxal 5-phosphate (CSF) [NCO5] red blood cells and freeze the clear CSF at -80°Celsius. Store " . Pyridoxamine S-prime-phosphate oxidese deficiency 09-May-20
PP (www.medicalneurogenetics.com)/Dynacare
frozen at -80°Celsius.
. N Prevention Genetics Congenital myasthenic syndromes (608931); Fetal
RAPSYN-related disorders via the RAPSYN gene [7801] RAPSN (601592) Lavender Top (EDTA) ( preventiongenetics.com) ‘Ainesia Deformation Sequence (208150) NGS 10-Jul-23
Recombx Zic4 Antibody Test [127] Red Top (AR D.lagnost.lcs paraneaplastic syndrome
(www.athenadiagnostics.com)
Red Blood Cell Memebrane Disorder Panel [1582] 1582 Lavender Top (EDTA) [2 tubes] Blueprint Genetics http://blueprintgenetics.com/ 22-Aug-23
Renal Tubular Acidosis NGS Panel 806 ATP6VOAA, ATP6VIB1, CA2, SLCAAL, SLC4A4 Lavender Top (EDTA) [2 tubes] Fulgent Genetics (fulgentdiagnostics.com) 28-Feb-20
Resistance to Thyroid Hormone (RTH) Mutation Analysis Quest Diagnostics Nichols Institute - California, .
THRB (190160) [ T EDTA ‘Thyroid h istance (188570)
[160530)] e BN (EEY) Molecular Genetics Laboratory yroid hormons rsktance (188570) Sanger sequencing
B - =
RETINOBLASTOMA VIA THE RB1 GENE [4501] RB1 (614041) Lavender Top (EDTA) YN SIS Retinoblastoma (180200) NGS 10-Jul-23
(www.preventiongenetics.com)
Retinol Binding Protein Red-top tube(s) or a serum gel tube or urine Quest Diagnostics/Nichols Institute
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LABORATOIRES CLINIQUES CUSM/ MUHC CLINICAL LABS
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revision

Riboflavin (Vitamin B2), Plasma [VITB2] 1617 Green Top; transfer to amber container; protect from light (wwan?;socrr!I:c;?caaI\Ig);;ag?e?cum) riboflavin CHUM no longer 01-Sep-21
Rifampin/Ethambutol INTM9] 58 Isolate National Jewish Health 09-Nov-17
RNA Polymerase Il Antibodies, IgG, Serum [RNAP] 1078 Serum (Gold SST or Red Top) Mayo Clinical Laboratories s e ELISA 1040123
(www.mayomedicallaboratories.com)
Molecular Genetics Laboratory, Hospital for Sick|
. Children Sanger sequencing:
ige;l;r;)chotzen SYEEE NS e e E B TWISTL (601622); FGFRS (134934) Lavender Top (EDTA) (wwiw.sickkids. ca/Paediatricl aboratoryMedicine [ C=0%/1e5C5: 4 Shotzen sndrome TWISTL; FGFR3
/Laboratories-Services/Molecular-Genetics- (p.Pro250Arg)
Laboratory/index.html)
SANDHOFF DISEASE VIA THE HEXB GENE [7891] HEXB (606873) Lavender Top (EDTA) (wwa;Z\e/::t?gn(s:::::g: - Sandhof Diseese (268800) NGS 10-Jul-23
SAP Protein Expression [XLP1] 816 SH2D1A (300490) Heparin Alberta Precision Laboratories (Flow Cytometry {  x-linked lymphoproliferative syndrome (XLP1) To be accompanied by 14-0ct-20
Calgary) (308240) normal control sample
Cincinnati Children’s
o 0.5mL of EDTA plasma, separated and frozen within 2 hours of Hospital Medical Center S o .
FEER O [TEEEE] &3 collection; ship on dry ice 3333 Burnet Avenue NRB 1042 Cincinnati, OH | " medeea el deesses, €502 14-an-19
45229 (www.cincinnatichildrens.org)
SCA3/Machado Joseph disease (109150) ATNX3 (607047) Lavender Top (EDTA) North York General SCA Panel available 28-Mar-23
SCNA4A Full Gene sequencing Analysis [MOL356]; MNG Laboratories .
NAA 7 P c 68300) -May-
Paramyotonia Congenita (168300) SEREEE) LETEERT) (=Y (www.medicalneurogenetics.com)/Dynacare UEENE ) SR SR E T 09-May-20
Secretin EDTA plasma containing the G.I. Preservative Freeze InterScience Institute TBU
immediately
f‘ﬁ'gggl‘o'\"ma“w e O L SEPN1 (606210) (WWWP:;’Z‘[‘]'SSH‘;’::;‘:;: - Musculr dystrophy, rigd spine, 1 (502771) NGS 10-Jul-23
Serum Amyloid A (SAA)ADAMTS13 Panel 1123 EDTA plasma. Frozen at -20°C or on dry ice Mitogen Advanced Diagnostics EEENR BNk avekeLE S/t plEe Luminex 27-Sep-23
Sunnybrook Health Sciences Centre
o Specimen Management/Clinical Chemistry, Electrochemiluminesc
SFIUPIGF Ratio 1465 e (S °'§§ﬂ£§§f;f§fch'e SRR S0 Room G-CG-01A 2075 Bayview Avenue Pre-cclampsia ence immunoassay 08-Feb-22
' Toronto Ontario M4N 3M5 Telephone 416 480 (ECLIA) (Roche)
2854 Fax: 416-480 4651
u AT 7 A Langer Mesomelic Dysplasia Syndrome  (249700);
S|‘_10fl dSlalU'l'e ':ljg‘legboz(SHoééfe'aled Haploinsufficiency 560 o Lavender Top (EDTA) Prevention Genetics Leri Weill Dyschondrosteasis (127300); Sanger sequencing 10-Jul-23
Disorder via the SHOX Gene [626] (www.preventiongenetics.com) Short Stature, Idiopathic, X-Linked (300582)
Single Drug MIC [NTM3] NTM Isolate National Jewish Health ';'FFBEQATBRCE'TPHM:(JXAAAZKM éﬁiﬁ%ﬁ 09-Nov-17
Single Gene Repeat Expansion Analysis RFC1 [4103] 1395 RFC1 Lavender Top (EDTA) U. of Chicago Genetic Services Laboratory CANVAS 22-Dec-21
Ichthyosis Panel [DE0601] 1216 SLC27A4 (604194) Lavender Top (EDTA) Blueprint Genetics http://blueprintgenetics.com/ ichthyosis prematurity syndrome (608649} NGS 10-Jul-23
Polymerase Chain e for free by MNG
Reaction (PCR) . .
(The testing costs is
SLC2A1 Full Gene Sequencing + MLPA Duplication/Deleti MNG Laboratori s ey et cLurizsy | DI DINA' Lileddiechvic
ull Gene Sequencing + uplication/Deletion SLC2AL (138140 aboratories Dystonia 9 (DYTS); GLUTL deficiency syndrome 2| ~ Sequencing analysis; Vs
Analysis [MOL231] (GLUT1 deficiency syndrome 1) ¢ ) leveisarap (Eo) (www.medicalneurogenetics.com)/Dynacare (GLUT1DS2); Epilepsy, idiopathic generalized, Itiplex Ligation- Ultrag.enyx . ogar20
susceptibility to, 12 (E1G1) Pt itical who is
dependent Probe develonping a new
Amplification (MLPA) Pping
B treatment)
analysis
Cincinnati Children’s
. . Hospital Medical Center, Diagnostics
CXCL9 1465 EERGETR-2 a“?[gg:;‘ S;s;slénepr:g&fpylene e Immunolgy Laboratory, hemophagocytic lymphohistiocytosis (HLH) 18-Apr-23
: 3333 Burnet Avenue NRB 1042 Cincinnati, OH
45229 (www.cincinnatichildrens.org)
Cincinnati Children’s
. . Hospital Medical Center, Diagnostics
Soluble CD163 1465 EDWAEETR-2 a“gz‘;; Sst(a){slénep;g&fpylene Lte s Immunolgy Laboratory, hemophagocytic lymphohistiocytosis (HLH) 18-Apr-23
: 3333 Burnet Avenue NRB 1042 Cincinnati, OH
45229 (www.cincinnatichildrens.org)
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Cincinnati Children’s No longer available at
" . Hospital Medical Center, Diagnostics HSC. See also HSJ
Soluble IL-2 Receptor Level (CD25) [2904000] 027 EDA ST =2 a"gﬂ‘;; Sgsfslé"ep’:g&fpy'e"e s Sewl Immunolgy Laboratory, o | “Cellules T 18-Apr-23
: 3333 Burnet Avenue NRB 1042 Cincinnati, OH regulatrices"/Change to
45229 (www.cincinnatichildrens.org) ARUP
(s pin Rel \g Factor, SRIF) 103 ERAbl=paconainnJtiefCliesevatel S0 teeze InterScience Institute Also at Mayo Clin Lab 19-Jan-23
immediately.
SOTOS SYNDROME VIA THE NSD1 GENE [132] NSDI. (606681) Lavender Top (EDTA) IMERETHER GBS Sotos' Syndrome (117550) MGS 10-Jul-23
(www.preventiongenetics.com)
Molecular Genetics Laboratory, Hospital for Sick
Children
SACS Single Gene testing 657 SACS (604490) Lavender Top (EDTA) (www.sickkids.ca/PaediatricLaboratoryMedicine | Spastic ataxia, Charlevoix-Saguenay type (270550) | NextGen Sequencing 03-Dec-21
/Laboratories-Services/Molecular-Genetics-
Laboratory/index.html)
et T Gtk CYPaLL 170y YD CrL, O oy ETL
) DL 15y DYMEIL (0L EARe2 627 LoV (L)
v U G,
. . . o 1510, Go (i HARS? 01, D1 G VP MNG Laboratori
Spastic Paraplegia (NextGen Sequencing Panel and Copy s, s ), Ko s, a0, | aboratories N .
Number Analysis; 380 Genes + mtDNA) [NGS337] o Loty G 1 L ) s ) M‘“L“gf;*“ leveisarap (Eo) (www.medicalneurogenetics.com)/Dynacare - pareparss ReXCelsiency e 87220
e o 7 ) il o)
ASEER 00, AT
c\v 98), TREXL (05608), TTC1S (SL3814) TTR (176300), TUBALA
) WoR 158, WERES L ED 5V (31 ZVE
1. single exon testing 2. full gene
Spastic paraplegia 3A, autosomal dominant (182600) 657 ATL1 (606439) Lavender Top (EDTA) Centogene AG (www.centogene.com) sequencing 3. deletion/duplication
testing
1. single exon testing 2. full gene
Spermatogenic Failure-6 (102530) PGF6 (SPATA16) (609856) Lavender Top (EDTA) Centogene AG (www.centogene.com) sequencing 3. deletion/duplication
testing
1. single exon testing 2. full gene
Spermatogenic Failure-9 (613958) DPY19L2 (613893) Lavender Top (EDTA) Centogene AG (www.centogene.com) sequencing 3. deletion/duplication
testing
Molecular Genetics Laboratory, Hospital for Sick|

. . . Children . .

Spinal and Bulbar Muscular Atrophy: AR Trinucleotide Repeat 958 AR (313700) Lavender Top (EDTA) (www.sickkids.ca/PaediatricLaboratoryMedicine | Spinal and bulbar muscular atrophy of Kennedy ARCTEAMITEEED 25-Feb-19
Analysis N N N (CAG) repeat analysis
/Laboratories-Services/Molecular-Genetics-
Laboratory/index.html)
AR (313700), ASAH1 (613468), ATP7A (300011),
BICD2 (609797), DNAJB2 (604139), DYNCIH1
(600112), HSPB1 (602195), HSPB3 (604624), HSPBS

Spinal Muscular Atrophy (NextGen Sequencing Panel and (608014), IGHMBP2 (600502), PLEKHGS (611101), MNG Laboratories . N y
Copy Number Analysis; 21 Genes) [NGS347] 2= SIGMAR (601978), GPR172A (607882), SLC5A7 eveeler 1Gp (E27) (www.medicalneurogenetics.com)/ Dynacare et Sy 09-May-20

(608761), SMN1 (600354), SMN2 (601627), TBCD

(604649), TRPV4 (605427), UBAL (314370), VAPB

(605704), VRK1 (602168)
Molecular Genetics Laboratory, Hospital for Sick|

. . Children . s
Spm?‘ Muscu_lar /_-\trophy. SMNl GCEME2 958 SMN1 (600354); SMN2 (601627) Lavender Top (EDTA) (www.sickkids.ca/PaediatricLaboratoryMedicine EEELCH Cup itationhia
deletion/Duplication Analysis . . y MLPA

ILaboratories-Services/Molecular-Genetics-
Laboratory/index.html)

. . o no del/dupl; See also
Spinocerebellar Ataxia (SCA) Panel (1,2,3,6,7,8,17) 584 Lavender Top (EDTA) North York General individuals tests $378 Sanger sequencing MNG's MOL380 14-May-18
Spinocerebellar ataxia 1 (601556) 584 ATXNL (601556) Lavender Top (EDTA) North York General SCA Panel available Sanger sequencing 05-Aug-20

1. single exon testing 2.
7 full gene sequencing 3.
2 (61169
Spinocerebellar ataxia 11 (604432) 584 TTBK2 (611695) Lavender Top (EDTA) Centogene AG (www.centogene.com) e
testing
Spinocerebellar ataxia 17 (607136) 584 TBP (600075) Lavender Top (EDTA) North York General SCA Panel available Sanger sequencing 28-Mar-23
Spinocerebellar ataxia 2 (183090) 584 ATXN2 (601517) Lavender Top (EDTA) North York General SCA Panel available Sanger sequencing 05-Aug-20
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LISTE DES ANALYSES EFFECTUES HORS-QUEBEC @
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i) (Dictionnaire MSSS) details Special comment e
Spinocerebellar Ataxia Type 2 via the ATXN2 CAG Repeat Prevention Genetics

Egpansiun [12976] YP ’ & s ) v (Y (www.preventiongenetics.com) IFAALA L)
Spinocerebellar ataxia 6 (183086) 584 CACNAIA (601011) Lavender Top (EDTA) North York General SCA Panel available triplet expansion

Spinocerebellar ataxia 7 (607640) 584 ATXN7 (607640) Lavender Top (EDTA) North York General SCA Panel available Sanger sequencing

Spinocerebellar ataxia 8 (608768) 584 ATXNS (613289) Lavender Top (EDTA) North York General SCA Panel available Sanger sequencing

1. single exon testing 2.
full gene sequencing 3.

i i FGF14 (601515
Spinocerebellar ataxia type 27 (609307) 584 ( ) Lavender Top (EDTA) Centogene AG (www.centogene.com) deletion/duplication
testing
. - Py i i Spinocerebellar Ataxia, Autosomal Recessive 8
Spinocerebellar Ataxia, Autosomal Recessive-8 via the SYNEL 584 SYNEL (608441) Lavender Top (EDTA) Prevention Genetics (610743), Emery-Drefuss Muscular Dystrophy 4, NGS 19-Jan-23

Gene Exons 2-146 [11729] (www.preventiongenetics.com) ‘Autosomal Dominant (612998)

ALDH7AL, ARX, BRAT1, CDKLS, FOLR1, GLDC,
KCNQ2, KCNQ3, KCNT1, MECP2, MEF2C, PCDH19,
STAT Epilepsy Panel [814] 356 PNPO, POLG, SCN1A, SCN1B, SCN2A, SCN8A, Lavender Top (EDTA) [2 tubes] GeneDx (www.genedx.com) NextGen Sequencing 15-Sep-22
SLC19A3, SLC2AL, SLCGAS, SPTANL, STXBPL,

TPP1, TSC1, TSC2

COL2A1, COL9A1, COL9A2, COL9A3, COL11AL,

Stickler syndrome NGS panel [5127] 567 COL11A2, VCAN

Lavender Top (EDTA) Connective Tissue Gene Test (www.ctgt.net) NextGen Sequencing

Mayo Clinical Laboratories

N N Includes cholestanol 10-May-22
(www.mayomedicallaboratories.com) eludes cholestano Y

Sterols, Plasma [STER] 1721 Plasma EDTA. Store frozen.

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

Surfactant NGS Panel

Lavender Top (EDTA) Fulgent Genetics (fulgentdiagnostics.com) EAEE me‘aho‘iS('gldU);sg)ncnon‘ pulmonary, 2

SFTPC (178620)
Urine 1195 Random urine sample. Store at -20C. e for & B Gt (R 6 RE e 17-May-22
Laboratory)
Syntaxin 11 STX11 (605014) Lavender Top (EDTA) Hospital for SICIT_;:[?(:Irda:z:y()Rapld Response hemophagocytic lymphohistiocytosis (HLH) Sanger sequencing

Anti-Sm, ULRNP, Ro52/TRIM21, SSA/R060, SSB/La,
Systemic Lupus Erythematosus Panel 1863 PCNA, dsDNA, Ku, Gold SST Mitogen 21-Sep-23
Ribosomal-P, Chromatin

Red Top (preferred); Gold SST. Store at 4°C (28 days) or Mayo Clinical Laboratories

T3 (Triiodothyronine), Reverse, Serum [RT3] 1649 frozen (28 days). R A e i Gl LC-MS/MS 04-Mar-21
Tay-Sachs Disease via the HEXA Gene [7889] HEXA (606869) Lavender Top (EDTA) izt CiEiies Tay-Sachs Disease (272800) NGS 10-Jul-23
(www.preventiongenetics.com)
Telomere Length Measurement 1166 Lavender Top (EDTA) - 10 mL. Store at RT. Sample OK for 2 'Repeat.Dlagnostlcs Flow FISH 20-Nov-23
days only - same day send out. (www.repeatdiagnostics.com), Vancouver, B.C.
Red Top (only). Promplty separate into screw capped vial. No
Thiosulfate, Serum/Plasma [4472SP] 92 other tube type accepted. Serum stable for 24 days at 4°C or - NMS Labs LC-MS/MS 06-May-19
20°C.
Thiosulfate, Urine [4472U] 920 Plastic container (no preservatives). Store only at 4°C. Stable NMS Labs LC-MS/MS 06-May-19

for 30 days. Rejected if frozen.

ADAMTS13, ANKRD26, CYCS, ETV6, GATAL,
Thrombocytopenia NGS Panel 1076 GP1BA, GP1BB, GP9, ITGA2B, ITGB3, MASTL, MPL, Lavender Top (EDTA) Fulgent Genetics (fulgentdiagnostics.com) 24-Oct-18
MYH9, RUNX1, WAS

Point mutations - KRAS, HRAS, NRAS, BRAF, PIK3CA

Rearrangements/translocations — RET/PTC1,3, PAXS, ON HOLD. Requires
ThyGenX 1680 PPARgamma Fine needle aspirate Groupe TMTC (https://grouptmtc.com) TERT available at no added cost approval by head of 21-Jan-21
0oP

Point mutations - KRAS, HRAS, NRAS, BRAF, PIK3CA

Rearrangements/translocations — RET/PTC1,3, PAXS, ON HOLD. Requires
ThyGenX/ThyraMIR (reflex) 1680 PPARgamma Fine needle aspirate Groupe TMTC (https://grouptmtc.com) TERT available at no added cost approval by head of 21-Jan-21
ooP

Groupe TMTC (https://grouptmtc.com) Le Groupe TMTC
Molecular testing
181 Boul Hymus suite 200
Pointe Claire P.Q.
1.833.693.8960 Office
514-949-8962 Mobile

Requires approval by

head of OOP TRV

ThyroSeq v.3 1680 Fine needle aspirate NextGen Sequencing

Thyrotropin Releasing Hormone must be collected with . )
InterScience Institute

Thyrotropin Releasing hormone 1572 the TRH Preservative tune ($30). Ship specimens frozen . ence Inst o o
indry ice. (www.interscienceinstitute.com)
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nicotinuric acid (inactive metabolite)

(https://www.mayocliniclabs.com/index.html)

Tissue Transglutaminase Abs (IgA & IgG) assay [TTIGAG] Serum (Gold SST or Red Top) Hospitals-In-Common CLIA 16-Mar-17
i, e 202 Royal Blue EDTA only. No gel tube§. Separ:?\!e within30 min. Hospitals-In-Common 28-1u1-20
Transfer plasma to plastic container.
Molecular Otolaryngology & Renal Research complement-mediated renal diseases (FH
TMA Functional Panel (serologies for TTP, aHUS, HUS) 1306 A iTEED S (R0 T ON.LY) én.d il forzsn ECEA Laboratory, U. of lowa Carver College of autoantibody, hemolytic assay, CH50eq, APFA, FH, 13-Jan-20
plasma. Samples are stable indefinitely at -80°C. Medicine ( medicine.iowa.edu/morl) FI, C3, C4, FB, Bb, SC5b-9)
TMA Profile aHUS/TTP [7215217] (ADAMTS13 Activiy; C3; 1306 Cinncinatti Children’s Hospital (Diagnostic January 14,
C4; Factor B; Factor I; Factor H; Factor H Autoantibody) Immunology Laboratories ) 209
ADULT Syreome (106285); Limb Mammary Syndrome
i . Prevention Genetics (603543); Hay-Wells Syndrome (106260); Rapp-Hordgkin
TP63-Related Disorders via the TP63 GENE [8263] TP63 (603273) Lavender Top (EDTA) 3 Ectodermal Dysplasia Syndrome (129400);Spit- Hand/Foot NGS 10-Jul-23
(www.preventionger com) Mfor  Ectrodactyl,
And Clft LipPakie Syndrome 3 (604292)
TPSABL (Tryptase) Copy Number Analysis 1395 TPSABL Lavender Top (EDTA) Gene by Gene Hereditary alpha-tryptasemia ddPCR 20-Oct-21
Transthyretin amyloidosis (105210) 642 TTR (176300) Lavender Top (EDTA) EEEEs Ht;z;:bilcvslslon CRCEIone 22-Mar-22
Trimethylamine (TMA) and TMA N-oxide (TMAO),Urine Pre-load: Morning void urine. Freeze immediately. Post-load (5 Denver Genetics Laboratories _ .
hy -Jan-
(quantitative) [L6949] HES g choleine): collect urine 12-h after lead. Freeze immediately. (www.DenverGenetics.org) LIS ] MENE [PHEB RSN HRHL
Trypsinogen [TRGEN] 207 Serum. Store and send frozen In-Common Laboratories pancreatic dysfunction (e.g. CF) RIA NSJQ;/EA,\‘“;EI;E 21-Aug-23
i {{ - - il +
Tuberous Sclerosis Complex Panel [10661] 783 TSC1 (605284); TSC2 (191092) Lavender Top (EDTA) IAEEILE CEEiES TS [T i) | NEATEEN SEREITETY 10-Jul-23
(www.preventiongenetics.com) del/dupl (MLPA)
. Prevention Genetics Ulirich congenital muscular dystrophy (254090); Replaces Sanger
COL6AL (120220) -Jul-
Type VI Collagenopathy via the COL6A1 gene [11197] ( ) Lavender Top (EDTA) ( Ioreventiongenetics.com) Bethlem myopathy (158810) seqliencing [457] 10-Jul-23
TYPE IV VOLTAGE-GATED SODIUM CHANNEL (ALPHA . N A
(614198); Potassium Aggravated Myotonia (608390);
SUBUNIT)-RELATED DISORDERS VIA THE SCN4A SCNAA (603967) Lavender Top (EDTA) IMERETER ERIEiES e e REHEEes G 10-Jul-23
(www.preventiongenetics.com) Hypokalermic Periodic Paralysis, Type 2 (613345); Hyperkalemic sequencing [416]
GENE [11645] Perioic Paralyss; HYPP (70500)
COL12A1, COL6A1 (120220), COL6A2 (120240), Prevention Genetics Ulrich congenital muscular dystrophy (254090) and | NextGen Sequencing +
Type VI-Related Collagenopathy Panel [10183] ) Lavender Top (EDTA) P st A SO e R P 10-Jul-23
. . MNG Laboratories . Requires local
UBE3A (601623 Angelman Syndrome (105830) -May-
UBEB3A Full Gene Sequencing Analysis [MOL093] [( ) Lavender Top (EDTA) ( RN R S AT By gelman Syndrome (. ) Sanger sequencing methylation study 14-May-20
y i i diagnosis of Gilbert (143500) or Crigler-Najjar
i Glgcunz/n;?g; ;&z‘;{fgfa LA (Uil e 1340 UGTIAL (191740) Lavender Top (EDTA) ( M[:z;fé':é??;:g’;;ﬁ?:;mm) syndromes (218800 and 606785); irinotecan & Sanger sequencing 12-Sep-23
WWW.| - others sensitivity
Unknown alpha-chain Hemoglobin Variants 820 HBAL (141800)/HBA2 (141850) Lavender Top (EDTA) (S Unlver5|ty Wit Gl LY Gl also availble at CHUM 13-Nov-19
Genetics Laboratory
Unknown beta-chain Hemoglobin Variants 820 HBB (141900) Lavender Top (EDTA) (BN E U""’ers",y Medical Centre, Molecular also availble at MUHC 13-Nov-19
Genetics Laboratory
Uroporphyrinogen Decarboxylase (UPG D), Whole Blood Green top, 2mL, 4°C only Mayo Clinical Laboratories R R G T (@)
[UPGD] (www.mayomedicallaboratories.com)
Ustekinumab Quantitation with Antibodies, Serum [USTEK] 1465 Serum. Stable 21 d at 4°C (preferred) or -20°C. g Il BRI 12-3ul-22
(www.mayomedicallaboratories.com)
VALOSIN-CONTAINING PROTEIN-RELATED Prevention Genetics T o T g e s ) -
DISORDERS VIA THE VCP GENE [4807] IR Lavender Top (EDTA) (www preventiongenetics.com) s and romoemporalcemeta (167320 | NextGen Sequencing 109ul-23
Lavender Top (EDTA); Draw blood in a lavender-top (EDTA) Mayo Clinical Laboratories
Vascular Endothelial Growth Factor (VEGF), Plasma [VEGF] 213 tube(s). Spin down and send 1 mL of EDTA plasma frozen in Y . . POEMS ELISA 23-Jul-23
A (www.mayomedicallaboratories.com)
. . . Cincinatti Children's Hospital (Translational
Vascular Endothelial Growth Factor D (VEGF-D) 213 CHlkESIE CEMLE andotransfer SO EEER Trials Development and Support Laboratory LAM, TSC ELISA 24-Feb-21
Store at -20°C. Transport frozen. (TTDSL))
SPECIAL BROWN TUBE. 10 ml EDTA plasma containing the \nterScience Institute .
Vasoactive Intestinal Polypeptide (VIP) 211 G.1. Preservative should be collected and separated as soon (wwwinterscienceinstitute com) B e radioimmunoassay 2 going 0 IS1 09-Nov-17
as possible. Freeze plasma immediately after separation. : :
LGI1 and Caspr 2 (VGKC antibodies) 54 LGI1 and Caspr2 (Voltage gated potassium chanel) 1st choice CSF; 2nd choice SERUM has reduced sensitivity BC Neuroimmunology (bcneuro.ca) 22-Jul-23
Vitamin B3 and Metabolies, Plasma [VITB3] 218 plecticactbnicotiog i (el NG e Plasma EDTA. Store frozen. Stable for 28 days. WiEy® @t LRl ES B LC-MS/MS 23-Jul-23
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ial comment
Red top; Collection Instructions: Fasting-overnight (12-14 Mayo Clinical Laboratories
Vitamin K1, serum [VITK1] 1464 hours) (infants-draw prior to next feeding). Store at 4°C or § ' e N LC-MS/MS 23-Jul-23
(https://www.mayocliniclabs.com/index.html)
frozen (30 d). Send frozen.
CYP27B1 Single Gene Test 897 CYP27B1 (609506) Lavender Top (2 x 4 mL) Fulgent Genetics (fulgentdiagnostics.com) Vitamine D dependant rickets type1 (264700) NextGen Sequencing 23-Mar-21
: i Gold SST. Serum ONLY. Centrifuge and transfer serum to .
Voltage Gated Calcium Channel Antibodies (VGCC Ab) 53 plastic container. Store at -20°C, Transport frozen. BC Neuroimmunology (bcneuro.ca) Lambert-Eaton Myasthenic Syndrome (LEMS) RIPA 22-Jul-23
Von Hippel-Lindau Disease via VHL Gene [7523] 261 VHL (608537) Lavender Top (EDTA) Prevemn?n Genet.lcs NGS 10-Jul-23
(www.preventiongenetics.com)
iversi i i i Also available: 1. Warburg Micro
Warburg Micro Syndrome Comprehensive Panel [1316] RAB18; RAB3GAP1; RAB3GAP2 (609275); TBC1D20 Lavender Top (EDTA) Uy CEEED Qenetlc SERIED syndrome Sequencing panel $1500 2. Warburg NGS + array-CGH 19-Jan-23
Laboratories Micro syndrome Deletion/Duplication panel $1545
Weaver Syndrome (EZH2 Single Gene Test) (277590) EZH2 (601573) Lavender Top (2 x 4 mL) Fulgent Genetics (fulgentdiagnostics.com) Neleege?/ZT‘l;elncmg + 19-Jan-23
WILSON DISEASE / HEPATOLENTICULAR Prevention Genetics .
ATP7B (606882 Wilson Disease (277900 -Jul-
DEGENERATION VIA THE ATP7B GENE [7871] 185 = LB (EERY (www.preventiongenetics.com) thon Disase @rree0) NextGen Sequencing 10-0u-23
Part of NGS panel:

Combined Mito

Wolfram syndrome (222300) WFS1 (606201) Lavender Top (EDTA) GeneDx Genome Plus Mito 140 09-Dec-19
Nuclear Gene Panel
[615]
XIAP Protein Expression [XLP2] 817 Pediatric: 1 x 1.8 mL blue top sodium citrate. Adult: 1 x 8.5 mL | Alberta Precision Laboratories (Flow Cytometry | x-linked |ymphopro|3.foe§|4n0/e syndrome (XLP1) To be accompanied by 30-Jan-24
yellow top ACD-A. Calgary) € ) normal control sample
EGL Genetics Laboratory 2460 Mountain Sanger sequencing and
X-linked Adrenoleukodystrophy (300100) 849 ABCD1 (300371) Lavender Top (EDTA) Industrial, Tucker GA 30084 9 dellll dupl 9
(geneticslab.emory.edu) P
X-Linked Complete Congenital Stationary Night Blindness Prevention Genetics Congenital Stationary night blindness, X-Linked, .
, NYX (300278} N . 10-Jul-2

(CSNB) via the NYX Gene [8705 ¢ ) LB e (SR (www.preventiongenetics.com) type 1A (310500) NextGen Sequencing 0-Jul-23
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