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: : Newborn Screening for Cystic Fibrosis
The Regional Pl?/rl Ier(]j?tczll (ct:inntte;rr at Westchester Comesto New York State
Department of Heelth Regional Heelth Forum After years of discusson, New York State is adding
| Cydic Fbross (CF) to the growing lig of genetic and
SAVE THE DATE! metabolic disorders tested for in dl newborns. In just a few
Thursday, October 24, 2002 months, pediatricians  and family physicians  will  dart
receiving phone cdls from the New York State Laboratory in
8am — 5pm Albany that one of their patients has screened positive for
CF. Here is a vay brie‘ summary of vita information about
New York Medical College Basic Factsabout CF
About 1 in 31 people carry one mutetion of the CF
Some of thetOplcsthatWIllbepreﬁnted gene, and ae totd'y %ymptoma|c (dz)out 1 in 28
Caucagans).
o - About 30,000 peoplein the United States have CF.
Neonatal Epidemiology . Approximately 23,000 of these patients ae beng
caed for a one of the 110 CF Cae Centers
o ] . ] accredited by the Cydic Fbross Foundation.
Innovation in Fetal Diagnosisand Intervention These centers go through a rigorous inspection and
Prenatal Detection & Management of Congenital Heart review process end are required to be centers of
Disease excellence not only in the care of patients with &,
but dso in CF ressarch and educetion. The data is
quite clear that patients at accredited CF Centers do
better.
- Although a cure remains dusve, improved therapy
For moreinformation call (914) 493-8590 hes rested in dramatic improvements in life
expectancy, with median surviva now
approximately 31 years of age  This means that
38% of our patients are now over 18!
CF Cae Center in the Hudson Vdley. Named for
Fibross Center has been caring for patients of dl
1 - RPC Forum/CME Conference - October 24, 2002 ages with CF for over 35 years.
. S Why do newbor n screening for CF?
Newborn Screening for Cystic Fibrosis Comesto N.Y.S. There is increesing evidence that ealy diagnosis i
2 - Newborn Screening for Cystic Fibrosis (continued) Important_ In Iong-te_rm outoome While .most patients with
CF are diagnosed within the first year of life, there are many
3 -  Peinaa Craniofacia Care milder patients who go undiagnosed for many years or even
decades. Data from other doaes and countries with
4 - Grand Rounds / Children’s Hospital Updatel New MD Staff established newbomn  screening programs  have  demonstrated
that children diagnosed soon after birth gan weight and
5 - 20" Year Celebration & Graduate Reunion Party grow much better, and that children diagnosed late do not
- “catch-up.”
Continues on page 2
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Continued from Cystic Fibrosis

If newborn screening is so great, what took so long?

Unfortunately, newborn screening for CF is not draightforward.  Although dl patients with CF have two mutations of the CF gene
(CFTR), there have been over 1,000 mutations described worldwide, and there is ill no completdly accurate blood test for CF.
Newborn Screening will certainly identify many patients earlier and that is great. However, a least two very important problems are
goingto arise

1. There will be many fase pogtives. A majority of infants that screen positive will turn out not to have CF. This may cregte
sgnificant emotionad hardship and confusion for a few weeks until the diagnoss of CF is definitivdly excluded and families
understand thisfully. | suspect even after that, many parentswill carry scars from that frightening experience.

2. Many children that screened podtive but don't actudly have CF will turn out to be “merey” cariers.  This may have
important sgnificance to these families in the future, and misperceptions may be common unless parents receive accurate and
effective genetic counsding.

What should primary care physiciansdo if their patient screens positive?

Some of the time, the diagnosis of Cysdtic Fibrosis will be made by the state lab before they cdl you. In that case | would urge
you to contact an accredited Cydtic Fibrosis Center, hopefully ours. That diagnosis must be confirmed.

If the diagnosis is not made, you should emphasize to parents that most babies that screen positive do not actually have Cystic
Fibross.

Next the baby requires further evauation, which may include either a sweset test or a blood test or both; and parents will need
counseling regarding the meaning of a positive screen and interpretation of any subsequent tests,

Smply cdl one of the physicians in our Divison of Medicad Genetics, and they will immediately work your petients and have
their familiesin for testing and counsdling.

Alterndtively, fed free to cdl me or any other physcians in our CF Center staff. We will dso be pleased to help arrange for
quick and appropriate testing and evauation.

Key Point: Don't trust a sweat test unless it is done a a center accredited by the Cystic Fibrosis Foundation (CFF).
Fortunately in our region, most community hospitals understand how difficult it is to peform consgtently accurate swest
tests, particulaly in newborns, and therefore no longer perform them. | would urge al parents of babies screened postive to
seek genetic counsgling, again hopefully here a the Children’ s Hospitdl at Westchester Medica Center.

How the staff of the Armond V. Mascia, MD Cystic Fibrosis Center can help.

Our god is to help you in anyway we can. Newborn screening for CF will no doubt creste new chdlenges for dl of us and we
will have to find our way together. Here are two very important phone numbers that give you direct access to a physician. In this way
we can quickly facilitate the process for you:

Medical Genetics: 914 — 347 —3010 _touch 3.

Our team has tremendous experience and knowledge regarding screening for dl newborn dissases, as wdl as interpreting
Cydtic Fibrosistests for families and physicians.

Cystic FibrosisCenter: 914 —493—7585 _touch 1.

We have a large g&ff, induding 7 full-time physcians, and are available 7 days a week, 24 hours day to assist you. If there
are any delays or difficulties arranging for timely sweat tests or patient evaluations, or any questions at all, please feel free to
call usat any time.

Allen J. Dozor, MD, FCCP, FAAP

Director, Armond V. Mascia, MD Cystic FibrosisCenter
Children’sHospital at Westchester Medical Center
Professor of Pediatrics and Chief, Pediatric Pulmonology
New York Medical College

Valhalla, New York 10595

Phone: 914-493-7585

Fax: 914-594-4336

Email: pedpulm@nymc.edu




Perinatal Craniofacial Care

It is estimated that parentsto-be are faced with a 3 to 4% incidence of a mgor birth defect or genetic problem. Many anomdies
of the craniofacia structures can be identified prenatadly. These include clefts of the primary (lip to incisve foramen) and secondary
(incisve foramen to uvula) pdaes and the craniosynostoses. Today, severd diagnostic moddities exig to visudize and evaduae the
fetus.  Ultrasonography, amniocentesis, and chorionic villous sampling have been available for more than three decades. Today, it is
posshle to visudize the landmarks of the face as early as 12 weeks gestation with high-resolution transvagind ultrasonography. And
ealier visudization has dlowed patients to bond with their children at an earlier age.

The efficacy of ultrasonography in identifying cleft lip and pdae a one time gpproximated 20 to 30%. Today, 50% of patients
with cleft lip/pdae are diagnosed prenatdly with routine ultrasound (Boyd, 1998) and over 70% when the fetd face is carefully
ingoected (Robinson, 2001). Few fase podtive results have been reported and the sendtivity will assuredly increase with the
improvement in technology. In addition to standard ultrasonography, 3-D dimensiond ultrasonography, aphafetoprotein levels, and
ultra-fast MRI have become more popular owing to ther attractiveness and the increase in availability.

The decison to aggressively pursue the antenatd diagnosis of craniofacid anomdies raises important concerns. While some
diagnoses portend a poorer outcome, the magority do not. Severd Sudies have shown that antenatd diagnosis has vaue in preparing
the parents mentdly for the coming birth (Davalbhaka, 2000). The anxiety of some families is apparent by the amount of information
taken from the internet and other sources and brought to the child's first consultation. The most frequently encountered anomay —
cleft lip/paate — is catanly compatible with life and may afford the patient a rdativdly normd childhood. However, when faced with
the decison to bring a child with cleft lip/pdae into the world, some parents choose otherwise. Ther decisons depend on the
religious and mord backgrounds of those involved. In one study, 23 of 24 parents opted for termination of pregnancy a 13 to 16
weeks when informed that the fetus was diagnosed with a cleft lip/pa ate (Eisenman and Strauss, 1999).

Evdudtion of the neonae with a craniofacid anomdy begins with a complete hisory and thorough seerch for associated
problems. A review of the family higory and prenata history must be obtained. Key points include relatives with facid clefts,
congenitd anomadlies, or parenta consanguity, and possible use of teratogens during the pregnancy.

For cleft patients, the physicd examinaion should assess the nature of the cleft and the involved dructures. Some dlefts are
incomplete and do not extend across the entire height of the lip and thus spare the floor of the nose. Inspection of the future tooth
bearing dveolar ridge should identify smple notching versus a complete deft.  Findly, examinaion of the pdae should determine
whether the hard palate, the soft palate, or both areinvolved.

Some patients have submucous clefts of the soft paate that are not readily identified on cursory inspection. These are identified
by atrio of findings 1) a bifid uvula, 2) a tranducent line running down the middle of the soft pdate, and 3) a splayed posterior nasal
spine a the back of the hard pdae (papable with a gloved finger). In these paients, the mucosa is intact but the underlying muscles
ae mapostioned. The exact incidence of submucous deft paate is unknown since many cases go undiscovered if speech develops
normally.

Cranid vault deformities may be present a hirth or develop afteewards. Congenitd deformities result from premature closure of
one or more of the cranid sutures. The most commonly affected suture is the midline saittal suture producing a long and narrow
skull (scaphocephdy).  This is followed by the unilateral corona suture, which produces an asymmetric appearance to the orhits.
Remoddling of the vault is performed sometime after three months of age.

Secondary deformities result from either supine postioning or insertion of a ventriculoperitonea shunt for hydrocephdus. The
former has increased in incidence as a result of the “back to degp” campaign and is managed nonsurgicaly with changing the position
of the infant and/or helmet therapy. Rapid decompresson of the ventricles often produces the most dramatic deformities but may be
successfully trested with remodeling later in infancy.

In the nursery or the neonatal intensve care unit. The most pressing ssue for infants with cleft lip/paate is feeding. The ability
to form an oronasd sed is diminished, yet virtudly al infants are able to feed by mouth and many are able to breedtfeed. If feeding
difficulties are encountered, a nipple with a large bore opening should be recommended. Almost no infant should require placement
of agastrostomy tube for feeding.

It is important that patients born with a craniofacid anomay receive trestment by a team of dinicians from various specidties
with experience in tregting such paients. Commonly, craniofacid teams are adminisered by plagtic surgeons and/or pediatricians and
may include specidists from audiology, ophthadmology, orad surgery, orthodontics, otolaryngology, pediatric dentistry, psychietry,
socid work, and speech pathology. The team agpproach dlows many different clinicians to see the children a each vist and crestes a
coordinated trestment plan. Team care should begin within a few days of life and continue until the physical growth of the ptient has
been completed — generdly around 21 years of age.

Beyond the first year of life, other issues become important. Surgery to close the lip is performed around 3 months of age, while
the paate is closed around one year of age. For infants with premature closure of one or more cranid sutures, rdlease is performed
between 6 to 12 months of age. Pdients with cleft lip/paate are prone to ear infections, hypernasa speech, orthodontic problems and
maoccluson.  Each child should have an age-appropriate audiologic assessment for each ear within the first three months of age and
be followed asindicated.

Continues on page 4
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Continued from Craniofacial

The Westchester Craniofacial Center has an experiencec
team of dinicians dedicated to tregting patients with a wide
vaigy of craniofacid anomdies The team megts Wednesdays
to evaluate new patients and follow-up established patients.

Peter J. Taub, M.D.

Director, Craniofacial and Pediatric
Surgery

Westchester M edical Center

Valhalla, NY 10595

Phone (914) 493-8661

Email peter @pjtaub.com

Plastic
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Welcome to our new Neonatologist

Dr. Heather Brumberg will be joining our faculty as of
September 1, 2002,  She graduated from the Yde New Haver
Medica Center's Neonad Fdlowship Program this past June
She has an M.PH. from the Yde School of Public Hedth witt
honors.

Heather is excited about the posshilities of asssting 4
to coordinate severd follow-up clinics and hdping to establis
databases for research.  We await her arrival with anticipatior
and trugt that her joining our faculty will be productive for all.

Under Construction 8/02
Maria Fareri Children’s Hospital/Trauma
Center Project — Steel 75% complete

20" Year Celebration & Graduate Reunion Party

Calling all staff that
trained and/or workec
here. Savethe date:
We've come along
way!

On Thursday, September 19, 2002 from 2-5 PM
The Regiond Neonatd Center will cdebrate 20 years of
providing care to families in the Hudson Vadley Region
This will be a “celebration of life’ for the babies and ther
families who required intensve care a birth or soon &fter
birth. More than 13, 00 babies have graduated from
Westchester Medical Center Neonatd Intensive Care Unit,
which trests many of the sickest newborns in the New
Y ork State with cutting edge new technologies.

Our first baby was admitted as a transport in May
1982, we now have 200 transports each year. In Augud
1982 our firt baby was admitted who was delivered a
Westchester. There is great excitement in scheduling  this
event amongst the gtaff. Many families whose babies were
born in 1982-1984 have been contacted and they are
planning to atend some even coming from college for the
celebration. We hope that dl gaff and families will join us
to mark this milestone for The Regiona Neonata Center.

For details

Please contact Natalie Dweck, RN (914) 493-8998

Pediatric Grand Rounds Schedule for
September 2002

Location: Westchedter Indtitute for Human Development
Baird Auditorium
Wednesday 8:.00 AM

9/4 NO GRAND ROUNDS
9/11  “BIO-TERRORISM — AN EMERGING
PUBLIC HEALTH THREAT”
918 “IMPACT OF RSV INFECTION, AND
PROPHYLAXIS’
9/25  MORBIDITY AND MORTALITY
CONFERENCE

Department of ObstetricsGynecology
Schedule for September 2002 Grand Rounds

Location: Learning Center
Thursday at 8:00

912 CHROMOSOMAL
PRENATAL DIAGNOS S
9/19 SALINE INFUSION SONOHY STEROGRAPHY
926 LIVER DISEASE IN THE FEMALE PATIENT

ABNORMALITIES IN
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State Perinatal Database Team &

Perinatal Gazette Editorial Board

We are interested in providing you with a newsletter that is
relevant and of interest to you. Please contact uswith perinatal
topics you would like to see addressed.

Edmund LaGamma, M.D., Director Newborn Medicine

(914) 493-8558 (edmund lagamma@nymc.edu)

Linus Chuang, M.D., Acting Director OB/GYN For a copy of our newsletter or to be placed on our mailing lisl
contact us by phone or e-mail.
(914) 347-4150 (linus_chuang@nymec.edu)

Susan Marchwinski, R.N., C., SPDS Coordinator

(914) 493-8590 (marchwinskisa@wcmc.com)

Please see below the NY MC neonata web site address to locate other issues of
Donna Dozor, R.N., M.S. Neonatal Data Collection The Gazette:
(914) 493-8309 (dozord@wcmec.com)
Nancy Satou, R.N. Maternal Data Collection & Editor http://www.nymc.edu/depthome/peds/neonatology/index.htm
(914) 493-8346 (satoun@wcmec.com)

Children®s Hospital at Westchester Medical Center
95 Grasslands Road
Valhalla, New York 10595
Phone: 914-493-8590 Fax: 914-493-1493

E-mail: dozord@wcmc.com satoun@wcmc.com
marchwinskisa@wcmc.com

ADDRESS CORRECTION REQUESTED

Perinatal Gazette 5



|
Perinatal Gazette 6



