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                                                                               GeneDx, Inc.


207 Perry Parkway


Gaithersburg, MD 20877


Phone   (301) 519-2100


Fax     (301) 519-2892


E-mail: genedx@genedx.com

www.genedx.com



Date sample obtained  ___/___/200__

Sample type
[  ]   buccal swab




[  ]   skin punch biopsy, size  ___mm




[  ]   fetal tissue: Specify type ____________________




[  ]   blood




[  ]   DNA   [concentration: ______μg/ml]

Patient name  ______________________, _________________, ____

                             Last name                         First name                  MI

Your Reference/Medical Record number _______________________

Patient date of birth  ____/____/_____

Gender

[   ]  Male
Pregnant?     [    ]   
      [     ]




[   ]  Female
   Yes              No




[   ]  Unknown                     Due date  _________

Address of Patient

______________________________

                             

                   Number and Street

                                
______________________________

                              

                Apartment number

                             

______________________________

                              

               City,  State, Zip Code

Telephone number

(         ) _____ - _______  (home)

                              

(         ) _____ - _______  ext______   (work)

To Whom Reports should be sent**:

Physician/CGC name     
______________________, _________________, ____

                             

        Last name                            First name              MI

Physician Address

______________________________

                             

         Department





______________________________

                             

         Institution Name





______________________________

                              

         Number and Street/Suite Number

                             

____________________________

                              

         City,  State, Zip Code

Telephone number

 (         ) _____ - _______  ext______ 

                             

 (         ) _____ - _______   [Beeper]



 (         ) _____ - _______   FAX  ** IMPORTANT**


E-mail address ___________________________

**Many hospital laboratories request a copy of the report. If the physician ordering the test agrees that GeneDx should send a copy of the report to the hospital laboratory,  please sign here  ________________

Please select test requested on back of this form.



 Periodic Fever Syndromes

____ Familial Mediterranean fever (MEFV)

____ Familial Hibernian fever (TNFRSF1A)

____ Hyper- IgD syndrome (MVK)
____ Muckle-Wells /Familial Cold Urticaria/ NOMID (CIAS1)

Ectodermal dysplasia syndromes (ED)

____ X-linked hypohidrotic ED (EDA1)

____ Autosomal rec/dom hypohidrotic ED (EDAR)

____ Clouston syndrome (GJB6, connexin30)

____ Ectrodactyly-ED-Clefting (TP63, p63)

____ Hay-Wells  (TP63, p63)

Congenital Ichthyoses

____ Lamellar ichthyosis (TGM1)

____ Sjögren-Larsson syndrome (FALDH) 

____ Epidermolytic hyperkeratosis (KRT1, KRT10)

____ Ichthyosis bullosa of Siemens (KRT2e)

____ Vohwinkel syndrome  (GJB2; connexin26)

____ Erythrokeratoderma variabilis (GJB3,

        connexin31; GJB4, connexin30.3

Other Keratin Disorders
Pachyonychia congenita

____  KRT16, KRT17

____  KRT6a, KRT6b

____ Epidermolytic PPK of Vörner (KRT9)

____ Unna-Thost disease (KRT1, KRT16, KRT17)

____ White sponge nevus (KRT4, KRT13)

____ Steatocystoma multiplex (KRT17)

____ Epidermolysis Bullosa Simplex (KRT5, KRT14)

Chronic Granulomatous Disease

____ X-linked form (CYBB) and


 most common auto rec form (NCF1)

____ Other autosomal  recessive forms (NCF2, CYBA)

___ Holoprosencephaly Panel

SHH, sonic hedgehog

ZIC2, homolog of Drosophila Opa

SIX3, homolog of Drosophila So

TGIF, TG-interacting factor 

___ Hermansky-Pudlak Syndrome (both)
____ HPS1 (16bp duplication)

____ HPS3 (Central PR and Ashkenazi  mutations)

Bone Marrow Failure Syndromes
Fanconi Anemia (FANCA)

            ____ cDNA sequence analysis
____ Congenital amegakaryocytic thrombocytopenia (MPL)

      ____ Shwachman-Diamond Syndrome (SBDS)

      ____ Congenital and cyclic neutropenia (ELA2)

____ Dyskeratosis Congenita, X-linked (DKC1)

____ Dyskeratosis Congenita,  Autosomal (hTR)

Other Disorders

____ Alagille syndrome (JAG1)

___   Alexander Disease (GFAP)
____ Androgen insensitivity syndrome (AR)

____ Coffin-Lowry syndrome (RSK2)

____ Dent Disease/ X-linked rec nephrolithiasis (CLCN5)

____ Dopa-Responsive Dystonia (GCH1)

____ Fabry Disease  (GLA)

____ Hereditary angioedema  (C1NH)

____ Hereditary multiple exostoses (EXT1 only)

____ Hereditary multiple exostoses (EXT2 if EXT1is neg)
____ Hereditary multiple exostoses (both EXT1 and EXT2)
____ Hirschsprung Disease (RET)

____  LEOPARD Syndrome (PTPN11, exons 7 and 12)

___ _Leukocyte Adhesion Deficiency (ITGB2)

____ Mucolipidosis Type IV  (MCOLN1)

____ Noonan Syndrome, exons 3 and 8 only of PTPN11 gene ____ Noonan Syndrome, remainder of gene (if 3 and 8 neg)
____ Noonan Syndrome, entire PTPN11 gene
____ Pseudoachondroplasia/Mult Epiphyseal Dys (COMP)                      
____ Van der Woude/popliteal pterygium (IRF6)

____ X-linked Hydrocephalus (L1CAM)

____ XY Female Gonadal Dysgenesis  (SRY sequencing)

Cancer-Associated Syndromes

____ Gorlin syndrome (PTCH)

____ Cowden syndrome (PTEN)

____ Multiple endocrine neoplasia type 1 (MEN1,Menin)

____ Bannayan-Riley-Ruvalcaba syndrome (PTEN)

____ Multiple endocrine nepoplasia type 2A/

       Familial Medullary Thyroid Carcinoma (RET)

____ Multiple endocrine neoplasia  2B (RET)

Familial Cutaneous Malignant Melanoma

____CDKN2A, p16

____ CDK4

____ Peutz-Jeghers syndrome (STK11)

____ Carney Complex (PRKAR1A)

___ Hereditary Rickets (all three)

____ X-linked dominant hypophosphataemic rickets

        (PHEX)

____ Autosomal  dominant hypophosphataemic

         rickets  (FGF23)

____ Autosomal recessive  Vitamin-D dependent

         rickets  (CYP27B1)

___  Prenatal Diagnosis

          Gene Name     __________________

          Mutation(s)    __________________

____  Mutation Confirmation

          Gene Name     __________________

          Mutation(s)    __________________

