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ใบข้อมูลทางคลินิกส าหรับการส่งตรวจ WES – Whole Exome Sequencing 
(Clinical Information Form for Whole Exome Sequencing) 

 

 

First name.….…...………. Last name…….….…...….HN…….….…... Exam date.……....... 

DOB …….….…...……….…. Age…….….…....................Sex…….…………….……….……. 

Address………….….…................................................................................................................ 

…………………………………………………………………………………………………… 

Phone number…….….…...…….….………………………………………..…..……………… 

 

 

Summary of history: 

…….….…...…….….…..….….…...…….….…..…….….…...…….….…..…..…...……............

.….…..……….….…...…….….…..….….…...…….….…..…….….…...…….….…..……….…

...…….….…..……….….…...…….….…..….….…...…….………………………………..……

.………………………………………………………………………………………..…..……... 

 

Perinatal history: 

…….….…...…….….…..….….…...…….….…..…….….…...…….….…..…..…...…….….….. 

…….….…...…….….…..….….…...…….….…..…….….…...…….….…………………...……

………………………………………………………………………………………….…..…..... 

 

 

 

Physical examination: Significant findings 
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Patient Information 

 

 
Name: ________________ ________________       

    First                                Last   

DOB: ____ /____ / ______                 Sex: ☐Male 
             DD / MM / YYYY                               ☐Female 

 

 
                                            Exam Date: ____ /____ / ______ 
                                                                                   DD /  MM/  YYYY 

Family History 
Maternal ethnicity: 
_____________________________________________

_____________________________________________ 

Paternal ethnicity:  
_________________________________________________

_________________________________________________ 

 
Consanguinity: 
☐Yes     ☐No     ☐NA 

Parents with at least 3 miscarriages:  
☐Yes      ☐No         ☐NA 

In vitro fertilization  
☐Yes    ☐No   ☐NA 

Suspected mode of inheritance: 
 ☐ Autosomal dominant 
    ☐ Autosomal dominant, inherited 
    ☐ Autosomal dominant, de novo 
    ☐ Autosomal dominant, contiguous gene syndrome 

 ☐ Autosomal recessive  

          Autosomal recessive, homozygous 

          Autosomal recessive, compound heterozygous 

 

 
       ☐ X-linked dominant  

☐ X-linked recessive 
☐ Y-linked 
☐ Mitochondrial  
☐ Multifactorial  

           Somatic cell mutation 
          Unknown  

   Other (please specify…………………...…………) 

 
Prenatal and Perinatal History 

 

Gestation at delivery (weeks): ____________________ 

Growth Parameters: 

Weight at birth: __________kg (P_____) 

Length at birth: __________cm (P_____) 

Head circumference: __________cm (P_____) 

 

 
☐ Intrauterine growth restriction 

☐ Oligohydramnios 

☐ Polyhydramnios 

☐ Premature birth 

Medical History 
 

Age of onset: ________________________________________                   ☐Unknown 

 
Clinical Symptoms and Physical Findings 

Growth Parameters:              

                                                                                                

Weight at present: _________kg (P_____) 

Length at present: _________cm (P_____) 

Head circumference: __________cm (P_____) 
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Craniofacial findings Cutaneous findings 

Craniosynostosis ☐Yes  ☐No  ☐NA Hyperpigmentation   ☐Yes  ☐No  ☐NA 
Cleft lip  ☐Yes  ☐No  ☐NA Hypopigmentation   ☐Yes  ☐No  ☐NA 

Cleft palate    ☐Yes  ☐No  ☐NA Capillary hemangiomas  ☐Yes  ☐No  ☐NA 
Abnormal facial shape ☐Yes  ☐No  ☐NA Vascular abnormality  ☐Yes  ☐No  ☐NA 

Other: ….…….….…...…….….…….….….…...   Other: ….…….….…..…….….………...….….…... 

Eye defects     Ear defects     
Visual impairment  ☐Yes  ☐No  ☐NA Deafness                                        ☐Yes ☐No  ☐NA 

Abnormality of the cornea        ☐Yes  ☐No  ☐NA Sensorineural  ☐Yes ☐No  ☐NA 
Coloboma  ☐Yes  ☐No  ☐NA          Conductive   ☐Yes  ☐No  ☐NA 
Abnormality of the anterior 

chamber 
 ☐Yes  ☐No  ☐NA          Mixed ☐Yes  ☐No  ☐NA 

Cataract     ☐Yes  ☐No  ☐NA Preauricular pit ☐Yes  ☐No  ☐NA 
Abnormality of the retina  ☐Yes  ☐No  ☐NA Preauricular skin tag ☐Yes ☐No  ☐NA 

Abnormality of the optic nerve  ☐Yes  ☐No  ☐NA Other: 
…..…….….…...…….….…..…..…...……...….…. Microphthalmia  ☐Yes  ☐No  ☐NA 

Nystagmus     ☐Yes  ☐No  ☐NA      

Strabismus     ☐Yes  ☐No  ☐NA Musculoskeletal system 

Hypotelorism  ☐Yes  ☐No  ☐NA Skeletal dysplasia                            ☐Yes  ☐No  ☐NA 

Hypertelorism                        ☐Yes  ☐No  ☐NA 

 
Other: 
…….….…….….…...…….….……....….….…

...…….….…...…….….…..….….…...…….…. 

Increased susceptibility                   ☐Yes  ☐No  ☐NA  

to fractures 

 

Hypoplasia                                       ☐Yes  ☐No  ☐NA  

of the lower limbs 

 
Cardiac defects 

 
Structural heart disease:                ☐Yes ☐No ☐NA 

Please specify: 

…….….…...…….….…..……….…….........…

….….…..…….….…...…….……...…..…..….. 

Hypoplasia                                       ☐Yes  ☐No  ☐NA         

of the upper limbs 

Camptodactyly: Finger                 ☐Yes  ☐No  ☐NA 

Camptodactyly: Toe                    ☐Yes  ☐No  ☐NA 

Syndactyly: Finger                      ☐Yes  ☐No  ☐NA 

Syndactyly: Toe                          ☐Yes  ☐No  ☐NA 

Polydactyly: Preaxial                   ☐Yes  ☐No  ☐NA 

Polydactyly: Postaxial                  ☐Yes  ☐No  ☐NA 

Oligodactyly: Hands                    ☐Yes  ☐No  ☐NA 

Oligodactyly: Feet                       ☐Yes  ☐No  ☐NA 

Scoliosis                                    ☐Yes  ☐No  ☐NA 

Abnormality of vertebral column    ☐Yes  ☐No  ☐NA 

Talipes equinovarus               ☐Yes  ☐No  ☐NA  

 

Other: …..…...….….…...…….….…..…..…..…. 

Cardiomyopathy     ☐Yes ☐No ☐NA 

Arrhythmia                              ☐Yes ☐No ☐NA 

Other: …..…….….…...………...….…..…..…... 

Respiratory findings 

Congenital diaphragmatic hernia  ☐Yes ☐No ☐NA  

Abnormality of the lung            ☐Yes ☐No ☐NA 

Other: …..…….….…...…….….….....…..….. 
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Gastrointestinal findings 

 

Tracheoesophageal fistula             ☐Yes ☐No ☐NA 

Gastroschisis                                 ☐Yes ☐No ☐NA 

Omphalocele                                ☐Yes ☐No ☐NA 

Aganglionic megacolon               ☐Yes ☐No ☐NA 

Cholestasis                                   ☐Yes ☐No ☐NA 

Elevated hepatic transaminases   ☐Yes ☐No ☐NA  

Exocrine pancreatic insufficiency ☐Yes ☐No ☐NA  

Diabetes mellitus                          ☐Yes ☐No ☐NA  

  Other: …….….…...…….….…..….….……... 

Genitourinary findings 

 

Renal cysts                                 ☐Yes ☐No ☐NA 

Horseshoe kidney                       ☐Yes ☐No ☐NA 

Abnormality of the ureter           ☐Yes ☐No ☐NA 

Abnormality of the urethra              ☐Yes ☐No ☐NA 

Ambiguous genitalia                        ☐Yes ☐No ☐NA 

Hypospadias                                     ☐Yes ☐No ☐NA 

Cryptorchidism                           ☐Yes ☐No ☐NA 

Other: …….….…...…….….…..….….…...……. 

 

 

Behavior, cognition, and development 

 

Global developmental delay               ☐Yes ☐No ☐NA 

Developmental regression            ☐Yes ☐No ☐NA  

Delayed fine motor development         ☐Yes ☐No ☐NA  

Delayed gross motor development ☐Yes ☐No ☐NA 

Delayed language development           ☐Yes ☐No ☐NA 

Specific learning disability                  ☐Yes ☐No ☐NA 

Autism                                                 ☐Yes ☐No ☐NA 

Attention deficit  

hyperactivity disorder                         ☐Yes ☐No ☐NA  

Behavioral/psychiatric abnormality   ☐Yes ☐No ☐NA  

Other: …….….…...…..….….…..….….…...…… 

Neurological findings 

 

Generalized hypotonia                ☐Yes ☐No ☐NA 

Seizures                                       ☐Yes ☐No ☐NA 

Ataxia                                          ☐Yes ☐No ☐NA 

Dystonia                                      ☐Yes ☐No ☐NA 

Chorea                                         ☐Yes ☐No ☐NA 

Spasticity                                     ☐Yes ☐No ☐NA 

Spinal dysraphism                       ☐Yes ☐No ☐NA 

Morphological abnormality  

of the central nervous system      ☐Yes ☐No ☐NA 

Other: …….….…...…….….…..….….……..... 

Additional Clinical Notes: 
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Diagnosis 

Provisional  diagnosis: 
 
Differential diagnosis Gene(s) of interest: 

 

 

 

 

 

Additional Family History 
Notes: 

 

 

 

 

 

 

 
 

Pedigree (required) 
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