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CLINICAL (CONSTITUTIONAL) GENETICS

CLINICAL FEATURES (***ESSENTIAL for any chromososome testing, panel or sendaway tests***) FAMILY HISTORY/PEDIGREE

Has previous genetic testing been performed in the family? E @
If YES, Please provide Report/Reference:

REASON FOR TESTING
. Predictive/ pre-symptomatic test
. Other: - Please give reason

SAMPLE TYPE*

|| Diagnostic test
. Carrier test

. Products of conception
* Please use specific PRENATAL GENETICS form for amniotic fluid/CVS samples

TESTS
CHROMOSOME TESTING MOLECULAR GENETICS (SINGLE GENE TESTING)

ANEUPCR |:| PCR Aneuploidy screen (QF-PCR) (Chromosomes 13,18,21,X,Y) ® | AAP j Alpha 1 antitrypsin (Pi*S & Pi*Z alleles) [ ]
GCHROMO |:| Karyotype/ Routine chromosome analysis ® | APEP : Apolipoprotein E (E2, E3, E4 alleles) [ ]
GFISH |:| FISH: Please SPECIFY (eg 22q11.2 (Di George) ® | FRAX : Fragile X syndrome / FMR1 related disorders [ ]
SUBMICROSCOPIC CHROMOSOME TESTS (DELETION/DUPLICATIONS) HAEMP : Haemochromatosis HFE (C282Y,H63D,S65C) [ ]
ACGHGENO |:| Array CGH (**Please complete separate Clinical Details Form) ® | HLAP : HLA B27 (Ankylosing spondylitis and other disease associations) [ ]
YDELPCR |:| Y Chromosome Deletions (For male nfertility) ® | HLA51 : HLA B51 (Behget's disease) [ ]
PRODUCTS OF CONCEPTION TESTING HLADQ28 : HLA DQ2/8 (Coeliac disease) [ ]
HUNTPCR : Huntington Disease (Please pre-arrange with Genetic Counsellor) [ ]
PHARMACOGENOMICS PORVPCR : Porphyria Variegata (R59W) °
PHARMA j Pharmacogenomics Panel ® | PTP : Factor Il (Prothrombin PCR; G20210A mutation) [ ]
DPYDPCR : DPYD (*2A, *13, ¢.2846A>T, ¢.557A>G, ¢.1236G>A alleles) ® | F5P : Factor V (Factor V Leiden mutation) [ ]
TPMTPCR : TPMT ( *2, *3A, *3B, *3C, *4 alleles) ® | HOMP : MTHFR PCR (C677T, A1298C) (]

CLOPIGEN : Clopidogrel (CYP2C19) genotyping [J NGS / MLPA TESTING FOR RARE DISORDERS
NGS TESTING FOR INHERITED CANCER SYNDROMES ANGEL j Angelman Syndrome (msMLPA) [ ]
BRCAFDR j Breast/Ovarian cancer - 8 BRCA1/BRCAZ founder (Afrikaner/Jewish) only ® | ATMNGS : Ataxia Telangiectasia [ ]
MUTBRCA : Breast/Ovarian cancer - KNOWN founder mutation in family ONLY ® | BWS : Beckwith-Wiedeman or Russel Silver Syndrome (11p msMLPA) [ ]
ONCOBRCA : Breast/Ovarian cancer - BRCA1/BRCAZ2 full sequencing and CNV analysis ® | CMT : Charcot Marie Tooth (CMT1A) (PMP22 common variant) [ ]
BREAST : Breast/Ovarian cancer - sequencing of 9 genes ® | NPHS2 : Congenital Nephrotic syndrome (NPHS2 founder variant) [ ]
CRCSEQ : Colorectal cancer - sequencing of 17 genes incl APC, Lynch ® | CFSEQ : Cystic Fibrosis: CFTR gene sequencing & CNV analysis [ ]
TP53NGS : Li Fraumeni syndrome (TP53) ® | DMD : Duchenne Muscular Dystrophy (MLPA) °
MEN1 : Multiple endocrine neoplasia 1 (MENT) ® | DYSTON : Dystonia (19 gene panel) [ ]
MEN2A : Multiple endocrine neoplasia 2A (MEN2, RET gene) ® | FHNGS : Familial Hypercholesterolaemia (LDLR, APOB and PCSK9) [ ]
VHL | | von Hippel Lindau disease ® | FMF : Familial Mediterranean Fever (5 gene panel) [ ]
OTHER (Only by pre-arrangement with lab) FANCMUT : Fanconi Anaemia (Founder mutations FANCA and FANCG) [ ]
DNAMUT . Single known familial/common mutation: SPECIFY FANCNGS : Fanconi Anaemia (16 gene panel) [ ]
ESONGS |:| Single gene test by NGS: SPECIFY GENE ® | HSP : Hereditary Spastic Paraplegia (21 gene panel) [ ]
SENDAWAY TESTING HNPP : Hereditary neuropathy with liability to pressure palsies [ ]

SENDCOM |:| Local: SPECIFY TEST: [ ] (PMP22 common variant)

ILDNGS : Interstitial Lung Disease (14 gene panel) [ ]
|:| International (Invitae / Centogene): IRONNGS : Iron overload panel (5 gene panel) [ ]
NGCF ** |:| Diagnostic Panel / Test (Handling/courier fee) ® | MALIGHYPER : Malignant Hyperthermia (3 gene panel) [ ]
Specify Panel / Test: MARFAN : Marfan/related conditions (15 gene panel) [ ]
MODY : Maturity onset diabetes of the young (MODY) (16 gene panel) [ ]
CLINGEN |:| Family Variant Follow up / Temporary sample storage ® | NFSEQ : Neurofibromatosis (NF1, NF2, SPREDT) [ ]
* *This is ONLY the handling fee/courier cost. Payment for the specified overseas test will be made PWS : Prader-Willi Syndrome (msMLPA) [ ]
DIRECTLY BY THE PATIENT to the international laboratory PRIMCIL : Primary Ciliary Dyskinesia (17 gene panel) °
Overseas Testing ONLY performed following pre-arrangement with clinical geneticist/genetic counsellor. | PORNGS : Porphyria (8 gene panel) [ ]
Specific consent forms and detailed clinical information required. Pre-test counselling may be needed. | CFCS ; Rasopathy panel (Noonan and related syndromes) (17 gene panel) [ ]
CONTACT AMPATH GENETICS AT NRL: 012 678 0645 or geneticsclinic@ampath.co.za RETT | | Rett Syndrome (5 gene panel: MECP2, UBE3A, CDKL5, FOXG1, MEF2C) [ ]
WITH ANY QUERIES SCOLINE : Scoline apnoea (BCHE) [ ]
HBSNGS | | Sickle cel disease (HBB E6V/EGK) o
SMA : Spinal Muscular Atrophy (MLPA) [ ]
STAC3 : STAC3-related myopathy (founder variant) [ ]
HBAMLPA : Thalassaemia Alpha (MLPA) [ ]
HBBSEQ : Thalassaemia Beta (HBB) [ ]
CAH [ ] 21-hydroxylase Congenital Adrenal Hyperplasia (MLPA) [
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