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Cystic Fibrosis

m Genetics

o Autosomal Recessive
o CFTR Gene

= Symptoms
o Pancreatic and Pulmonary

Without NBS

= Delayed Diagnosis



[Rationale for Newborn Screening

o Earlier diagnosis of CF

Aggressive Prophylactic Treatment
O Improved growth and nutritional status
O Possible increase in survival

20y N Start NBS for CF



[Cystic Fibrosis Advisory Councill

Participants....

o MDCH, NBS Laboratory, CF
Center Directors, Genetic
Counselors

Charged with.....
o Screening Process
o Follow-up



Newborn Screening for CF

Perform IRT on DBES (24 to 48 hours)
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Sweat Test Referral to Accredited CF Center/Genetic Counseling ‘
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thewbornz in the NICLU with high IRT value should be sent for sweat fest when in stable condifion.



ewborn Screening for CF

*Newborns in NICU with high IRT
value should be sent for sweat test
when in stable condition.

Positive CF NBS Work-Up: State of Michigan

CF NBS: IRT 2 8%
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[ Mutation Analysis of CF Gene in MDCH M35 Laboratory: 40 Mutation Panel
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Sweat Test Referral to Accredited CF Center
MBS Cocrdinating Center contacts PCP who then contacts family for referral to CF Care Center

Megative: No further action
If no referral to CF Care Center in 1 week. second contact made 1o PCP by NBS Center
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Disease Management & Referral
for Genetic Services

Genetic Staff. Provide

See Fostive CF counseling (same-day as sweat
Work-UP Page 2 test) & coordinate any further
* gene sequencing/ carrier testing
Genetics Staff: Provide counseling & on family
coordinate any further gene seguencing/ #
carrier testing on family

.

Genetics Staff: Send letter to
PCP & Family. Submit FU form
Genetics Staff: Send letter 1o PCP & to NBS CC 2-3 weeks after initial
Family. Submit FU form to NBS CC

2-3 weeks after initial referral
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CF Care Center Staff: Submit FU
form to NBS CC 2-3 weeks after
initial referral

referral




Newborn Screening for CF:

Predictions for Ml

o 350 Screen Positives

o 35 Cases of CF

o Sensitivity ~97%
Missing 1 case

o Specificity ~99.7%

>40



Michigan’s Experience

[Newborn Screening for CF: ]

Grand Rapids Kalamazoo East Lansing Detroit Ann Arbor

Continued Collaboration & Communication



