K&HS&S KANSAS DEPARTMENT OF HEALTH AND ENVIRONMENT
"~ NEWBORN SCREENING ACT SHEET

SCREEN FOR: ELEVATED IMMUNOREACTIVE TRYPSINOGEN AND
PRESENCE OF CF GENE MUTATION (IRT/DNA)

anil s

CONDITION: CYSTIC FIBROSIS (CF)

DIFFERENTIAL DIAGNOSIS: Cystic fibrosis (CF); gastrointestinal abnormalities are also causes of
increased IRT.

METABOLIC DESCRIPTION: the cystic fibrosis transmembrane conductance regulator (CFTR) protein

regulates chloride transport that is important for function of lungs, upper respiratory tract, pancreas, liver,
sweat glands and genitourinary tract.

ACTION TO BE TAKEN IMMEDIATELY:

w Contact family to inform them of the newborn screening result and ascertain clinical status
(meconium ileus, failure to thrive, recurrent cough, wheezing and chronic abdominal pain).

w Schedule sweat chloride (sweat test) at a CF Foundation accredited center.

« If cystic fibrosis is confirmed, clinical evaluation and genetic counseling are indicated.

« For single mutation and normal sweat chloride, consider genetic counseling for carrier status.

+ Report findings to newborn screening program.

CONFIRMATION OF DIAGNOSIS: If IRT is 2 170 ng/mL OR DNA screening panel shows one or more
mutations, follow up with sweat chloride test at an accredited CF center. See below for contact
information. Consider genetic counseling for infants with one mutation and normal sweat test.

CLINICAL EXPECTATIONS: Deficient chloride transport in lungs causes production of abnormally thick
mucous leading to airway obstruction, neutrophil dominated inflammation and recurrent and progressive
pulmonary infections. Pancreatic insufficiency found in 80-90% of cases.

REPORTING: Report diagnostic result to family and Kansas NBS program.

SPECIALISTS:

Dr. Mike Lewis Dr. Natalie Sollo

KU Pediatric Cystic Fibrosis Center Wichita Cystic Fibrosis Center

Kansas City, KS Wichita, KS

Office: 913-588-6364 Office: 316-858-3463

Email: mlewis@kumc.edu Wichita sweat test scheduling: 316-689-6212

KU sweat test scheduling: 913-588-6364

DISCLAIMER: These standards and guidelines were adapted from the American College of Medical Genetics ACT sheets. They are designed primarily as an educational resource for
physicians to help them provide quality medical services. Adherence to these standards and guidelines does not necessarily ensure a successful medical outcome. These standards and guidelines
should not be considered inclusive of all proper procedures and tests or exclusive of other procedures and tests that are reasonable directed to obtaining the same results. In determining the
propriety of any specific procedure or test, the healthcare provider should apply his or her own professional judgment to the specific clinical circumstances presented by the individual patient or
specimen. It may be prudent, however, to document in the patient’s record the rationale for any significant deviation from these standards and guidelines



