
Affix Patient Label

DISEASE ENZYME SKIN BLOOD TEST URINE

  Fabry    -Galactosidase A 1.  1100 2.  1133   Monosaccharides 5.  1157

  Fucosidosis    -Fucosidase 1.  1113 2.  1147   MPS Identification 5.  1156

  Galactosemia
  Gal-1-P-Uridyl
  Transferase

2.  1118   MPS Quantitation 5.  1120

  Gaucher Type 1,2,3    -Glucosidase 1.  1104 2.  1139   MPS Spot Test 5.  1119

  GM1 Gangliosidosis    -Galactosidase 1.  1103 2.  1138   Oligosaccharides 5.  1153

  Hurler/Scheie, MPS I    -L-Iduronidase 1.  1108 2.  1144

JERVIS CLINIC NEUROGENETIC TEST REQUEST FORM

  Collection Date        /           /                Time
  1.  1166 Skin Biopsy - Pink Culture Media - Room Temp.
  1.  1166 Skin Biopsy  "  Hold for future use.
       1167 Fibroblasts already frozen in lab - regrow
  2.  1168 Heparinized Whole Blood (Green Top) - Wet Ice
  3.  Heparinized Plasma (Green Top) - Refrigerate
  4.  Biopsy - Buffered Glutaraldehyde - Room Temp.
  5.  Urine, Random or 24-Hour Collection - Refrigerate

CARBOHYDRATE LAB

  6.  Heparinized Whole Blood (Green Top) - Room Temp.

LYSOSOMAL STORAGE DISEASE LAB
DISORDERS

  Hunter, Hurler, Sanfilippo,
  Morquio, Maroteaux-Lamy, Sly

LIPID METABOLIC DISEASE LAB

  Fucosidosis, Mannosidosis,
  Aspartylglucosaminuria, etc.

  Galactosemia, Fructose
  Diphosphatase Deficiency

  Hunter, Hurler, Sanfilippo,
  Morquio, Maroteaux-Lamy, Sly

  Hunter, Hurler, Sanfilippo,
  Morquio, Maroteaux-Lamy, Sly

IBR Specialty Clinical Laboratories
1050 Forest Hill Road, Staten Island, New York 10314-6399
(718) 494-5345     fax (718) 494-0694     CLIA #33D0860102

W. Ted Brown, M.D., Ph.D., FACMG
Director, Institute for Basic Research
Milen Velinov, M.D., Ph.D., DABMG
Director, Specialty Clinical Laboratories

  Mannosidosis    -Mannosidase 1.  1114 2.  1148 DISEASE ENZYME SKIN BLOOD
  Maroteaux-Lamy, MPS VI   Arylsulfatase B 1.  1110 2.  1169   Krabbe   -Galactocerebrosidase 1.  1105 2.  1140

  Metachromatic Leuk.   Arylsulfatase A 1.  1107 2.  1142   Niemann-Pick  Sphingomyelinase 1.  1106 2.  1141

  Mucolipidosis I   Sialidase 1.  1115

  Pompe, GSD II    -D-Glucosidase 1.  1112 BLOOD URINE
  Sanfilippo, MPS IIIB   N-Ac- -D-Glucosamin. 1.  1109 2.  1154 3.  1151 5.  1152

  Sly, MPS VII    -Glucuronidase 1.  1111 2.  1145 3.  1121 5.  1122

5.  1123

5.  1126

BIOPSY BLOOD
4.  2300

6.  2303

4.  2304

4.  2305

Name (Print):

  Accession Date Entered Reviewed       
  Number By: By:                 

  09/12

Consists of the following four tests:


Both Skin AND 
Whole Blood 

MUST be 
submitted.

1. & 3.  1116

  Tay-Sachs, Sandhoff  (Hexosaminidase)

  GM1 Gangliosidosis  (  -Galactosidase)

  Mannosidosis  ( -Mannosidase)

  Fucosidosis  ( -Fucosidase)

Mucolipidosis II, III Lysosomal Panel

  Metabolic Screen (Consists of Urine Amino
                                     Acids & Urine Organic Acids)

  Phenylalanine & Tyrosine

For ANY Tay-Sachs Test (including Mucolipidosis II, III) answer 
the following: IS PATIENT PREGNANT? [ ] YES   [ ] NO

AMINO ACID/ORGANIC ACID LAB
TEST

Buffy Coat

  Organic Acids

  Amino Acids - Quantitative

Physician/Counselor Signature:
  - - - FOR LAB USE ONLY - - -

Muscle

Nerve

  Hexosaminidase

PATIENT MEDICATION
OTHER TESTS

  Tay-Sachs, Sandhoff

1.  1101  SKIN-----

2.  1134  BLOOD--

3.  1137  PLASMA

  Consent signed:            Yes               No

ULTRASTRUCTURE - ELECTRON MICROSCOPY

SPECIMEN TYPES
TISSUE

Skin Biopsy




