
Greetings from the Fetal Medicine Institute! 

Our Spring issue of Fetal Connections showcases our 

Fetal Medicine Care Coordinators. This highly trained 

team of genetic counselors, nurse practitioners and 

program coordinators ensures that each patient has a care 

plan tailored to her individual needs. They act as the 

primary point of contact for our patients and our referring 

caretakers. They are involved through the process from 

the first point of contact, attending all meetings with our 

patients and providing support, answering medical 

questions, and coordinating future care.  Since the 

inception of the Institute, we have been able to show 

major improvements in the continuity of care we can 

provide families from the fetal to postnatal periods, and 

these advances can be ascribed in large part to the tireless 

effort of our care coordination team.

Our case study on page 3 is but one example of how our 

care coordination team enhances the service we are able 

to provide to the patients we share with you, our referral 

community. 

In other news, we’ve all been very busy organizing our 

first major conference – the inaugural International 

Symposium on the Fetal Brain to be held at the W Hotel in 

Washington, DC, in September of this year. We have 

recruited an all-star multidisciplinary panel of international 

and national speakers to address a broad spectrum of 

issues confronting this burgeoning field. You can learn 

more and register now at childrensnational.org/isfb.

Best wishes,

In the Fetal Medicine Institute (FMI), we know continued 

support is essential throughout our patients’ journeys. 

Our team of care coordinators—made up of three genetic 

counselors, a nurse practitioner and a Fetal Heart Program 

Coordinator—specializes in helping families navigate through 

appointments and care. The team provides compassionate 

support from first contact through delivery and beyond, 

ensuring clear communication between patients and 

providers.

After referral, a care coordinator is the first team member 

to reach out to a patient. During initial intake calls, care 

coordinators explain our clinical process, address questions, 

and establish a personal connection that allows our team to 

tailor each patient’s experience to their unique needs.  

Before visits, our care coordinators review pregnancy history 

and prepare patients for the various specialists who will 
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participate in the discussion that day. Coordinators assess the 

need for additional consults and provide families with ongoing 

counseling resources and support group information. 

Coordinators serve as the main point-of-contact for 

patients and their providers throughout the remainder of 

the pregnancy. They call the referring providers within 24 

hours of every visit to discuss the consultation and care 

recommendations.  For each patient, the care coordinator 

sends a summarized care plan to the delivery hospital, 

referring providers, patient, and patient’s preferred pediatrician. 

Genetic Counselors
In addition to coordinating care, our genetic counselors 

provide the critical service of relaying complex medical and 

genetics information compassionately and comprehensively.  

All of our counselors are board-certified. Their expert 

knowledge of prenatal and pediatric genetic disease, 

diagnoses, and compassionate counseling makes them an 

integral part of the patient’s care team. Our genetic counselors 

review the patient’s pregnancy and family history in detail with 

the patient. When new information is obtained through fetal 

imaging, the genetic counselor explains potential impacts on 

the risk for syndromic etiologies and, if necessary, discusses 

and coordinates further genetic testing. 

Margaret B. Menzel, MS, CGC
Margaret “Meg” Menzel has over 15 years’ experience in 

prenatal genetic counseling and is the senior genetic 

counselor at the FMI. She is a member of the Ethics 

Committee at Children’s National and has research interests 

in disorders of sex differentiation and perinatal and neonatal 

ethics. Meg has a faculty appointment as Clinical Instructor 

of Pediatrics at the George Washington University School of 

Medicine & Health Sciences and will be the fetal medicine 

rotation director for the NIH Medical Genetics and Genomic 

Medicine Residency Training Program this spring. Meg 

most recently co-authored a chapter in the 2015 edition of 

Diagnostic Imaging of Fetal Anomalies and an article with 

Anne Lawrence in Pediatric Radiology. In her free time, Meg 

enjoys spending time with her husband and three children.

Anne Lawrence, MS, CGC 

Anne Lawrence is a board-certified genetic counselor who 

has worked with the FMI for three years. Prior to joining 

the team, Anne was a prenatal genetic counselor with the 

Maternal Fetal Medicine program at Eastern Virginia Medical 

School in Norfolk, VA.  In January 2015, Anne presented on the 

complexities of prenatal counseling at the Society for Pediatric 

Fetal Connections  |  Page 2

Our Care Coordinators (continued from page 1.)

Radiology conference with her colleague Meg Menzel, after which 

they were asked to prepare a journal article building off this topic, 

which has been published in an issue of Pediatric Radiology. 

Outside of work, Anne enjoys running, cooking, traveling, and 

spending time with family. 

Kate Cilli, MS, CGC 
Kate Cilli is a board-certified genetic counselor who joined the 

FMI over three years ago.  She has worked in prenatal counseling 

for over 13 years in several different centers in the U.S. She enjoys 

management of complex cases and has a special interest in 

microdeletion/duplications found on prenatal microarray analysis. 

When not at work, Kate enjoys Zumba class and spending time 

with her family. 

Nurse Practitioner

Lindsay Pesacreta, MSN, FNP-BC 

Lindsay Pesacreta has a master’s degree as a Family Nurse 

Practitioner and is board-certified by the American Nurses 

Credentialing Center. Her experience in family health coupled 

with her past nursing career as a labor and delivery nurse allows 

her to provide relevant education and counseling for patients 

and families. She ensures patients leave with an understanding 

of the disease process, prognosis, and treatment plan by offering 

teaching materials and further explanation to achieve this goal. 

As the care coordinator for patients with severe lung lesion 

cases that require close prenatal monitoring, she helps patients 

understand the dynamic prenatal surveillance process while 

ensuring communication between referring perinatologists and 

our surgeons regarding the plan of care. In her free time, Lindsay 

enjoys exploring new Washington, DC, neighborhoods and 

spending time with her family and friends. She also volunteers 

with Horton’s Kids and stays active by trying fun new workouts.

Fetal Heart Program Coordinator

In addition to our team of care coordinators, we also have  

a Fetal Heart Program Coordinator who coordinates care for  
patients within the Fetal Heart Program.

Kami Skurow-Todd, MSN, RNC-NIC  
As a Clinical and Nurse Coordinator, Kami coordinates care for 

patients in the Fetal Heart Program.  Kami has five years NICU 

experience and five years’ experience as the Fetal Heart Research 

and Care Coordinatior at Children’s National. Her interests include 

specialized delivery room planning for fetuses diagnosed with 

congenital heart disease (CHD), developmental care in the Cardiac 

ICU, and developmental outcomes of children with CHD. 



The differential diagnoses at that time were broad and included 
Osteogenesis Imperfecta (OI), Camptomelic Cysplasia, and Focal 
Femoral Deficiency.1 The possibility of other genetic conditions 
could not be excluded. Following imaging, the patient met with 
a multidisciplinary care team that included a fetal radiologist, 
orthopedic surgeon, geneticist, and genetic counselor.

Following a discussion between our team, the patient’s referring 
physician, and the patient, amniocentesis was performed by her 
referring physician to determine whether a prenatally identifiable 
genetic condition could explain the ultrasound findings.

Microarray analysis showed a normal female result. Sequencing of 
the COL1A1 and COL1A2 genes known to be associated with OI 
showed a mutation in the COL1A1 gene. The mutation identified 
has been seen in individuals with the clinical diagnosis of OI 
Type III 3. Individuals with OI type III typically have thin, wormian 
bones with multiple fractures. Thin ribs and flared metaphyses are 
common, as are blue sclera and hearing loss.   

With this new diagnostic information, the patient met with a 
Children’s geneticist and a pediatric orthopedic surgeon, both 
of whom are specialists in bone disorders and provide care to 
pediatric patients in the Children’s National Skeletal Dysplasia 
Clinic.2 A physical therapist specializing in providing therapy 
for children with OI also met with the patient and provided an 
introduction to her service. The physicians and physical therapist 
reviewed potential postnatal treatment methods after delivery and 
discussed the unique care needs for children with this diagnosis.

Follow-up ultrasound surveillance, discussions with her 
perinatologist, and consults with the neonatologists at Children’s 
National and at her delivery hospital all helped prepare the patient 
for the unique situation of having a baby with OI type III. A genetic 
counselor served both to provide genetic counseling services as 
well as to plan the complex care coordination during pregnancy 
and after birth. This care coordinator met with the family at each 
visit to Children’s National, served as the primary point of contact 
for the patient’s entire care team, and was in contact with the 
family before and after delivery to ensure that all questions and 
concerns were addressed. With constant follow-up both on the 
physician and patient side, our care coordinator ensured that the 
patient was able to address any concerns as they came up.  

This baby is now a very active 2-year-old. She has regular 
appointments in the Skeletal Dysplasia Clinic at Children’s 
National, which provides multidisciplinary care with the 
orthopedic surgeon and physical therapist whom her parents first 
met during the prenatal visits. Providers in our Skeletal Dysplasia 
Clinic include geneticists, orthopedic surgeons, occupation 
therapists, radiologists, physical medicine, and bone health 
providers. As over 200 different skeletal dysplasias exist, this clinic 
provides complex care for many different conditions, including 
osteogenesis imperfecta, achondroplasia, and many others.  
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Quarterly Case Review

Key Clinical Findings 
n    A sharply angulated mid-diaphyseal deformity of the right 
    femur, with a mildly thickened appearance to the bone,  
    possibly representing healing fractures. (see Fig. 1).

n    The right femur was seen to be significantly foreshortened 
    (see Fig 2). 

n    The left femur also was sharply angulated and foreshortened,  
    measuring three weeks behind
n   

  All other long bones were also short for gestational age.  
    Focal femoral deficiency was considered less likely given the  
    involvement of  multiple long bones. (see Fig. 3).
n    Scapulae were present and appeared typical. Campomelic  
 dysplasia  was considered less likely given the typical     
    appearance of the scapula. (see Figs. 4).

Osteogenesis Imperfecta
The Fetal Medicine Institute (FMI) evaluated a pregnant patient 
who was referred with concerns regarding short humerii and 
femurs and a bowed or bent right femur in her 19 week gestation 
fetus.  Early dating ultrasounds confirmed the expected due date, 
and first trimester screening showed a low risk for aneuploidy. 
The following are the findings from the ultrasound performed  
at the FMI at 20 weeks gestation:

1. http://www.ncbi.nlm.nih.gov/books/NBK1295/
2. http://childrensnational.org/departments/skeletal-dysplasia-clinic
3. http://www.ncbi.nlm.nih.gov/pubmed/16705691?dopt=Abstract

(Fig. 1) (Fig. 3) The humerus (arrow) 
was also noted to be abnormally 
foreshortened. 

(Fig. 4)

(Fig.2) The right femur (arrow) 
was seen to be significantly 
foreshortened, more than 4 
weeks behind for GA, and below 
the 3rd percentile.
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