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New England Regional Collaborative Advisory Committee

Representatives from:

Public Health	 		  	Genetics Services	  	 Family/Advocate Organizations

Linkages to Medical Home

Carl Cooley, MD



Management Team

		Monica McClain, PhD, PI, Project Director

		John Moeschler, MD, Project Co-Director

		Karen Smith, Project Coordinator 

		Peter Antal, PhD, Project Evaluator



Transition to 

Adult Services

Susan Waisbren, 

PhD

CT

MA

ME

VT

RI

NH



Quality Improvement

John Moeschler, 

MD

 Collaborative Council Work Group/Leaders

CT

MA

ME

VT

RI

NH

Health care Access &  Financing

Meg Comeau, MHA

NEGC / LEND

John Moeschler, 

MD and

Leah Burke, MD

Educational Outreach

Leah Burke, MD





Special Project

Public Health Capacity: CCHD









Education and Outreach

		Genetics Education Materials for School Success (GEMSS) website         (www.gemssforschools.org)

		Work with Genetic Alliance/Baby’s First Test to share and develop materials









Medical Home/Care Coordination

		Participate in Genetics in Primary Care Institute 









Transition

		Involve school nurses in health care transition

		Leadership training for youth/young adults









Quality Improvement

		Engage clinicians in QI activities

		Global developmental delays/intellectual disabilties

		PKU/MCADD

		Provide MOC for these QI actities









NEGC/LEND

		Exploring best practices for incorporating genetics in curriculum 

		Two trainees are working on GEMSS evaluation/dissemination









Health Care Access and Financing

		Develop Policy brief to inform families and policy makers

		First survey of families completed

		Second survey of families under development

		Added ACA page to the NEGC website, including  NE marketplaces / navigators









A Regional Approach to Critical Congenital Heart Disease Newborn Screening Implementation



Objectives:

 1) Create a network including the state public health departments, hospitals and/or birth facilities.

2) Develop a plan to incorporate CCHD screening and reporting at the provider and state levels.

3) Develop guidelines to collect and report results of CCHD screening to various stakeholders.

4) Develop and deliver educational programs about CCHD screening, testing, follow-up, treatment and specialty services to providers and families.









Objectives (con’t):

5) Perform quality assurance, outcome analyses and other public health monitoring functions.

6) Establish guidelines for follow-up methodology and reporting.

7) Establish, operate, maintain a state level electronic system to collect information from hospitals and specialty care to standardize, maintain, and analyze data to monitor and evaluate the impact of CCHD screening.

8) Prepare a project evaluation that includes next steps and identified best practices.









Project Organizational Chart
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CT, ME, RI, NH, VT
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The ACCE Framework for Evaluating Genetic Tests







Participating Clinical Sites (Year 1)

1 Weekdays only

		Birthing Facility		Annual # of births		On-site pediatric cardiology		Access to pediatric cardiology

		CT
     Hartford Hospital
     Yale-New Haven Hospital		
3,800
4,400		
Yes
Yes		
N/A
N/A

		ME
     Maine Medical Center		
2,700		
Yes		
N/A

		NH
     Catholic Medical Center
     Concord Hospital
     Dartmouth-Hitchcock MC
     Elliot Hospital
     Wentworth-Douglas Hospital		
   900
1,300
1,200
2,000
   900		
No
No
Yes
Yes
Yes1 		
Phone consult
Phone consult
N/A
N/A
Phone consult

		RI
     Women & Infants Hospital		
9,000		
Yes		
N/A

		Total		26,200

































		

Site		
# screened		
# requiring repeat screen		
# positive
		
Positive Rate 
(per 10,000)		

Diagnosis

		Site A		493		1		0		0		Passed on rescreen

		Site B		390		7		0		0		Passed on rescreen

		Site C		5,367		4		1		0		Clerical error

		Site D		2,520		?		4*		16		4 not CCHD, 1 DS dx prenatally

		Site E		5,831		1		0		0		Passed on rescreen

		Site F		1,148		?		2		17.4		1(TAPVR) 
1(not CCHD)

		Site G		1,765		16		0		5.7		9 passed on rescreen, 
2 failed two screens with no addition info,
5 ?

		Total		17,514		31		5*		2.8

































Next Steps

		Distribute and disseminate educational brochure

		Data collection

		Enroll additional sites

		Data analysis

		Feedback to sites

		Report results to HRSA and other stakeholders













Questions/comments/suggestions







monica.mcclain@unh.edu









Family Contributors 
to GEMSS

nellC THE NEW ENGLAND 
0 ' GENETICS COLLABORATIVE 



ne!l( THE NEW ENGLAND 
0 ' GENETICS COLLABORATIVE 



ne!l( THE NEW ENGLAND 
0 ' GENETICS COLLABORATIVE 



ne!l( THE NEW ENGLAND 
0 ' GENETICS COLLABORATIVE 



ne!l( THE NEW ENGLAND 
0 ' GENETICS COLLABORATIVE 



ne!l( THE NEW ENGLAND 
0 ' GENETICS COLLABORATIVE 



ne!l( THE NEW ENGLAND 
0 ' GENETICS COLLABORATIVE 



ne!l( THE NEW ENGLAND 
0 ' GENETICS COLLABORATIVE 



ne!l( THE NEW ENGLAND 
0 ' GENETICS COLLABORATIVE 



ne!l( THE NEW ENGLAND 
0 ' GENETICS COLLABORATIVE 



ne!l( THE NEW ENGLAND 
0 ' GENETICS COLLABORATIVE 



ne!l( THE NEW ENGLAND 
0 ' GENETICS COLLABORATIVE 



ne!l( THE NEW ENGLAND 
0 ' GENETICS COLLABORATIVE 



• . . • . ' • - . • . . . . • • • . . ... . . . . • . • • • . . . . 
·' • • • • ' • . • • • • • ' . . • • • ' . • • • • . • • . • • • • • • • . ' • • 

' • . · . • • • .., • . • 
• • . • • • . • • • • • • • .. • • 

. , . ' . . . , 
•• . , ••• .. 

negc THE NEW ENGLAND 
GENETICS COLLABORATIVE 



NG LAND e " (' THE NEW ~OLLABORATIVE n O ' GENETICS 



ne!l( THE NEW ENGLAND 
0 ' GENETICS COLLABORATIVE 



ot day 
- of 

• • 

ne!l( THE NEW ENGLAND 
0 ' GENETICS COLLABORATIVE 



ne!l( THE NEW ENGLAND 
0 ' GENETICS COLLABORATIVE 



ne!l( THE NEW ENGLAND 
0 ' GENETICS COLLABORATIVE 



Q'.(' THE NEW ENGLAND Ile O , GENETICS COLLABORATIVE 



ne!l( THE NEW ENGLAND 
0 ' GENETICS COLLABORATIVE 



ne!l( THE NEW ENGLAND 
0 ' GENETICS COLLABORATIVE 



ne!l( THE NEW ENGLAND 
0 ' GENETICS COLLABORATIVE 



Ancient History
(prior to 2012)
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"Newborn Screening 
Saves Lives Act" 

April 24, 2008 
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Activitil!s & AC!CompliWI11~1l!.: 

Eslabhshmcol ol the Laboralclry <Mioly Ass_,oo Cdlaborabvc 
(lQAC) 

• ~ fromlhe twoNBSlabora~ in~ 1, (Conr.edi::uland 
lhe NENSP """9 MA, ME NH Al, ard VT) 

•NS$ l:l~ 11'1 thf Voit. and Wl9CO'I.._, ~nY!~Ol'l31 tdlab()talo,,) 

-NENSPN4CteakM:ftempla!esM~eac:h~'$nabnldala 
exports r,lo a :stardard h:mal lo iadil.ne ¥1aly$s and r....rlher oon-pan$01"1$ 

-Eacti .sbte MS comnbuled data (o:mprisirg of vaues of al matt.ers 
analyz8d by their programs) from~ with a ccnwmed d~is of one of 
~ di$Order$ a$90(),,1'e<f witl Ff'OPOt'l)C°trnbne lC3) ~$ ~ •C 
a<dlma, metl~aodetnia. ~ c;:i,t,c,xyi.1~ defioiency and tie 
COOalamtldEfects~ 

•'A1i9oomin ha, J)f'O'lided data on 81 btabie$ deletmiled b-,' tleir WloralOry lo 
h9w a ·not l'O'l'l'l8r C3 ett1oemralxw'I tut on iJrther oonfnna1o,y gesijng, 
11.-ffe Gooc:bied lo be false-posib\18$. Other oolaborab:n are in lhe ~ 
of a.,serTiblr'9 lhe da1a on ltw 'fal~<es. 

• The apple.ability of in<kes de'leloped !:fJ NENSP to rnptcm sens~ of 
CJ~ has bEEfl tesl9d cnme/:ibok profiles oltrue p:1:siwu. 

•A 5r'l\11ar prooe,, i..il be applied lo nwl:dc i:rofie, o! the fabe po!diye, 
and lorout4-range rli!i.dnewbom 'SGfeens 1or CO, Ct, C5:1, CS, C!Qlf. 
C50C. CS-JM.-OC, CS. C141, C: 14:1. C 160tt. C18:1 00, C16, Cl6:1. Pt€, 
l EU, <ET, AAG, ORN, l'l'l'l,""' CIT 

, lt.:e aqoritlm fofowed to denYe the rdr..e.s at !he NEt-.lSP ,.;n be recread 
""'I ro•--"""Y "'1a from each pomopal"'i_,'°'Y toaooou,;I lo< 
anyltlbcnoot.., inslrurnt¥11.:aicri, moltiodOlc:)!Jc$, ~ . OOnfrObs, 3nd 
en'ffltlment lha1 v.il re,ut1 in ciffeten1 anat,1)C pa~ (meatts of 
norm!II', standarddewriions.. ~ etc.). 

QUALITY ASSURA 1CE 
\ iVORK CROUP 

ommonw 
• • 

-0::nlr'IUO k) ~ l)ddibon.tl ndtOes ttxll 1rt,y bl) Oltln-.nod b' !P"'Jr.d 
u:9t6.t1ess 

•.~y a !imila, approach to the an8¥1i, of CAH data w:h the goal of 
~g-rtNirdffl k>il'l'p'O',,'e ~ficiyandqua'itydoofM'WJr.icatiotts 
of M~f-ra,ge 17-hydroxypn:,ge5t9rol'l8 miits ID 1he meck.11 home. 

.cdlaboratrve Cctlfel'ttlele 10 be hefd !'I Boston wi'I ~lr.'f!S from 
each cotaboratil\Q W. l'NEN.SP <:.otYiedici.t, Ne'N York and 'A~} 

0, Rog,., 8 flolon -Me'M &lglard l-le-1,bcm Screenir.g Progran 
Associ3te Protessor, Oepartrnenl of Pediabi::s 
I.Nass Medi:al &::hod 
J05Soulhs.wt 
Jamaa Pla,o, MA021JO 
Photle 617-983-6300 
,oger Mkw'l@umam'led-e<tJ 

hilt:ntd~IO.r«NSP 
bn~AID,tENSP 
Marrilt,CTte.S 
C.~SC.O.NVl-8S 
MOW\"6$. 

km: W.iff 0-., P!l.D ~p 
~~.PhD,CT"8S,,,,___ 

Norill~.:. 8..S.,R.N.,HYN3S l.fictlii& 
~~8S.,WINSS WM.er 
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IMPORTANCE 

Under the direction of Dr Sahai, began data collect1on for a project to evaluate the long term 
metabolic outcomes o children 1dentmed wrth Short chain acyl CoAdehydrogenase (SCAD) 

WORK GROUP MEMBERS 

/w!e Mane Comeau PK), Cl IAJR 

New l:n;Jland Newbern Screen..., program 
Un!VefSlly ol Mi<s5adlusell:, Medical Sctool 

' .. .. 
The New Engl!r<I Cysb C rn,ro,,s Centers 

The New Engl!r<I Mela/Johe iJ1d Genebcs Cl111cs 

UMASS. 
M ■ DICAL 

U<._O"'-'-

Commonwea 
Medicine 
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[p M [b) ~ o ce [HJ ® ® ~ ~ rru 
Established Programs and New Front iers 

Amy Schwartz, MPH 
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Haiku Contest Entrl.es: 

Ntlll."tlii e and mature 
Eff.t1.ct.s ,dlouhle str.miedl. forms 
Thlll!i, e.'L--olntion 

Ge:oede!ii ,~ 'ha,-e 
Througbc,ut om h:rnil~~ lliree 
the ·fntme. ma,r be 
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American Journal of Medical Genetics Part C (Seminars in Medical Genetics) 151 C:241- 254 (2009) 

ARTICLE 

Improving Genetic Health Care: 
A Northern New England Pilot Project Addressing t he 
Genetic Evaluation of the Child W ith Developmental 
Delays or Intellectua l Disability 
JOHN B. MOESCHLER, * R. STEPHEN AMATO, THOMAS BREWSTER, LEAH BURKE, 
MARY BETH DINULOS, ROSEMARIE SMITH, WENDY SMITH, AND PATRICK MILLER 
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THE UNIVERSITY 
OF VERMONT 

COLLEGE OF MEOICINE 
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University of 
· Massachus,etts 
UMASS,.Medical Schoo[ 
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MAKING COLLABORATIVE CO.MANAGEMENT EXPLICIT 
AMONG PARENTS, PRIMARY CARE PROVIDERS, MID SPECIALISTS 

INTRODUCTION 

When primary care providers (PCPs) refer children 
to specialists, communicatio,, between physicians 

and with parents is frequently 
a problem. For children with 
metabolic. or other genetic 
c;ondibons. this problem 1s 

• parbcolarly important, because 
these complex disorders are 
lifelong and! may require frequent 
specialty referrals ood careful 
management Most parents are 

willing to take an active role in inlormation transfer 
between their child's providers. However. studies 
lla11e not described how to include parents in this 
process. This PfOject proposes a care planning tool 
intended to improve the collaboration and teamwork 
among physicians and families. 

METHODS 

The two spectfic aims of this study are: 

1. To complete the development of an intervention to 
improve coo,munication among parents. specialists, 
and the primary care medical home. 

2. To test the feasibility of this intervention rn two 
pediatnc practices, 

RESULTS & DISCUSSION 

Five physician roous groupS 
and four parenl expe<ls were 
used lo develop lhe intervention 
focm. The Evaluation phase 
was launched m two PCP 
pracbces and three pematnc 
specralbes at UMass (genebcs 
and metabolism. neurology, and endocrinology). Only one 
patient was enrolle<l in this study because tllere were ve,y 
few new relemlls who were eligible. Wtile ocmowledging 
the value or the comrnunita lion tool, PCPs would forget lo 
use the form, and PCPs we.e rejuclanl to take the extra 
bme necessary to complele the form. 

Because Or, Stile lefi UMass on August 1. 2010. Susan 
Waisbren, PhD, has adapte-d the form to test its use at 
Children's Hospital Boston. That clinic conooues to pilot the 
form and provide recommendations for modifications. 

A number of systemic bamers must be overcome before 
tt.s care plan tool can be practical 11 busy pracbce 
settings. lntegrabon of this plan Inlo an eleclronic medical 
reconl and ensuring that practices have a care coordinator 

available are lwQ strategies that 
are recommended for future 
testing A quarity improvement 
approach to implementation 
may impro11e uptake and 
efficacy. 

-- -
~~-~~ 

Pnnapat lnvesfigaotor. 
Christopher J. Stille, MD, MPH 

UMass Medical School 

Co-lnvesbga!O<s· 
w. Can Cooley, MD. Ctr for Meoicat Home Improvement 

Susan Wa,sbren, PhD, Children's Hospital Baston 
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STATE LAWS OF NEW ENGLAND: 
USE AND DISCLOSURE OF GENETIC AND 
NEWBORN SCREENING INFORMATION 

f--------0-----------1 

FOR THE PURPOSES OF 

TREATMENT, 

A REGISTRY, AND 

RESEARCH 

MICHELLE M . WINCHESTER, J.D. 
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U.S. Deportment of Heohh ond Human Services 

<811 
Health Resources and Services Administration 

H RSA Update; Decem her 
2010 

Sara Copeland, MD 
Medical Officer, Genetics Serv ices Branch 

Health Resources and Serv ices Administration 
Department of Health and Human Services 
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A NEW ENGLAND GUIDE FOR PATIENTS ANO HEALTH PROFESSIONALS 

TN[ Ntw ENGL.ANO Puau( HtAllH GUltllCS E1>uC,\tlON (l):t.LA80111:At1Vt 
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:•.l'l.,SI a rJ,IWI o-i ..:al~t 

e8lllri¥ lUl·Ji ... 

Sj,onsoledlopa,rby a r,a,it from,,. GMetics...l:os Braomcltho_,.,andC/llr/ Hea1'11 
S.-/1,/(Hl/o/ll>t-Re-.s and SonbsMniistralfon PfiSA/and ,,._ Engmt 
Rtglon,J Gooot/c.t ond--Q -.,..,, /fiSA Gr,nll~ 

2008 
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A Guide for 
Prenatal 
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Home 

Sf!llrch 

PKU 

Did 

Insurance 

Transition 

Life•tvle 

Maternal PKU 

Ch~kliUs 

Re,r,ources 

About Us 

Credits 

Conta<'t Us 

PKU c,.,, IMurance Trans410n life.~ 

Welcome to the PKU Toolkit 

<Angratulations! If you are a teen or 
a y oung adult with PKU, then you 
nave Just taken a step in the right 
direction, Whether you are already 
managing y our d1et or JUSt rEturning 
to it. this PKU Toolkit will help you on 
your \"ay to better PKU control and 
better health! 

Here are some tinks to get you 
started: 

Dit:l 

I nsur.tnce 

Tra n.5it ion 

Liff!style 

Maternal PKU 

About the ToolKit 

lnis Toolkit is 
designed ~o be 
your personal 
guide for 
managing PKU. 
In the Toolkit 
you'll find 
information and 
resources that 
,.,.e think are important for young adults ,..,it!, 
PKU, and which can make your trfe easier. 

You'll find information about diet exercise, 
travel, and living a healthy trfestyle. And also 
about transitioning to trfe as an adult, including 
how to handle doctor vis its. and health 
insurance. 

For young \,,'Omen who ,,ant to become 
pregnant some day, there's a section on 
maternal PKU, and ho,.,, w keep your baby 
healthy. 
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An E ucator's 
Guide to MCAD 
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0 Cbfldn,n·, llo,pil•I Bo"on 

Understanding Galactosemia : 
~ 

Resources for Educators 

tli llary Gnldfarh MA 

Emerson Cnl11.· g1..· Dt· partm<.·nt ufCommunil-ation 

St: i<.·nn.-s and Disnrdt.·rs: I kalth Communic-,tion 

Dr. Susan Waishn.·n PhD 

Children 's Hospital Bo!it<JO .\1.ay 2010 
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© Childrens Hospital Bostoo 

Understanding Galactosemia 

Hillary Goldfarb, MA, Emerson College 
Dr. Susan Walsbren, PhD, 
Children's Hospital Boston 
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PREVENTION OF BIRTH DEFECTS IN NEW ENGLAND 
THROUGH REGIONAL COLLABORATION 

INTRODUCTION 

lnilialed in 2009. lhe New England Birth Defects 
Consorhum (NEBOC) is a regional oollaborabon of 
New England states (Connecticut. New Hampshire. 
Maine, Massachusetts, Rhode Island, Vermont) with 
the shared mission of improving servIoes for mfants 
and childnen in New England with birth defects 
The goals of lhe NE8DC are 10 p,omole ,eg1ona1 
COiiaboration lh1ough: (t) data sharing. (2) researeh 
acbvIbes. {3) prevention actrvI1Je,, and (4) health care 
quality imp,ovemenl. 

RESULTS & DISCUSSION 

To date, all six New England slates have implemented multivitamin distribution 
Sites from lheir state II/IC p,ogam offioes. Valuable alliances have been cnealed 
in states that had not pr8\liously worked with their state W1C offices for birth 
delects prevenOOn actIvIbes. 1'he prOJecl Is still OOQOIOQ, bu1 as of Septenber 
20 11, over 1500 surveys have b880 received for analysis Preliminary data 
shows that the targcl populabon (women of cnklbeanng age) were reached 
v.i1h this initiatm and 1hat use of bolh a Spanish and English $t!Ney have 
contributoo to gath01ing data on the success of this piot program from a diverse 
population. Full data aoalysis wil be oomplete in Janual)' 2012 and~ is Iha 
intention of the NEBDC to publish results in a poor r8\li8\\'ed journal. mw nebirthdefects org 

METHODS 

The NEBDC used evidence based methodology to 
initiate a prevenl10n Imllative through an Ofganized 
campaign of folic acid containing, multivitamin 
distnbuhon for lhe purpose ol. 

• Increasing awareness about fohc acid for women of 
childbearing age in the New England states 

• Increasing the number of woman of childbearing age 
who lake a multivitamin with 400 micrograms of folic 
acid 

• Evaluating the implem(lntation and impact of a 
standardized p1evention activity across slates. 

To implement this projecl. the NEODC proposed a 
target population from the WIC (Women, Infants and 
Children) progiams in each state. 

The protocol mcludcd: 

• Proposed Implementabon ,n at lea.st 1 WIG site per 
stale 

• Provide "goodie bags• 10 each woman (not currenny 
pregnant) with free 3-month supply of mumv,tamms 
oonlaming 400 microg,ams of folic acid 

· MA. CT and RI targeted Hispanic women 

• One page pre and post intorvention surveys in 
English and Spanish 

• Edueallonal malenals oonsis~ng of pie~pnnted 
brochuras from Iha CDC 

• Pilot program would last for t 2 months from January 
through December 201 t 

Co-lnvesbgaton· 
MAINE 
Diane Hnberman. ~csw 
Maine Cenlers fot Disease Control 
Toni G. Wall. MPA 

Princpal. ln~e!ligalor 
NEW HAMPSHIRE 

$181)N11118 lblklr. RN. MSN, MPH 
Dartmouth Mecicel School 

VERl.tOm 
Peggy Broiicew:c 

John Burley 
Vermont Dept. ol Healll 

Mame Oep1 of Heallh & Humat1 Setvioe!I 
Cra9 Ma,on. PW CONl4ECTIC1JT 

Kau'lOawt 
Jd\arlna Oa'M 

CT O.pl ol He>II> 

Shihfet1 Tu, PhD 
Univef~ity of Maine - Orcno 

MASSACHUSETTS 
C.lt&HIA. Higgin! 
Catheme Salus, MA. >l?H 
MaiteneAndetlia, ScO, MPH 
MA Dept. ol Mhc Heath 

RHODE ISLAND 
!fl'jhamAnas. MPH 

Samara Vine,-Bn'W.n, MS 
RI O.pl ol He,11, 
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11 e Q' C THE NEW ENGLAND A QUALITATIVE STUDY TO EXPLORE THE KNOWLEDGE AND ATTITUDES OF 
0 GENETICS COLLABORATIVE SELECTED DIVERSE POPULATIONS ABOUT GENETICS & GENETIC SERVICES 

INTRODUCTION 

Background: This project was based on the 
assumphon that there is a lack of knowledge and 
awareness about genetics and genetic services In 
diverse populations which can contribute to lack 
of ubhzabon ot genetic services and thus decrease 
opportunity for idenbly1ng and preventing diseases 
and conditions including cancer, cardiovascular 
disease, S-Ome chronic illness, genetic disease and 
birth delecb. 

Goal: The goal of the study was to explore the 
knowlellge and attitude:, ol a sample ol diverse 
clients about genetics and genetic services. 

I METHODS I 
Design: Qualitative Descriptive Study using Focus 
Gr01Jp Methodology 
A community facililalor from each program (Hailian 
Public Health lnilialivo (HAPHI) in Mattapan, 
Massachusetts and the Somali Development Center 
(SOC) in Boslon, Massachusells) was idenLifie<J and 
assisted in recruitment I 
of part1c1pants and • 
acted as an interpreter 
for the focus groups 

RESULTS & DISCUSSION 

Partdpanll 
The participants at HAPHI and 
the SDC we,e vr,,y different 
The HAPI group consisted of 
middle age men and women 

" "" fl!(' ' i>"C "" ... 

:f,' ; ' "/,. 
_....,,. _-c:-,,. ~,.. "-~" 

who had a devolopmootaly disabled child or adolescent 

The women in both focus groups at U)e Somali center were 
yolWl98r and did nol cisclooo whoth8' or nol they had a 
child with a d1sabilrty. There -e no me,, In lhe Somali 
group. 

1. Overall !he mosl obvious finding ,s lhal lhe parlic1panls 
from bolh communities did not havo any knowledge 
about genetics or the role genetics plays in hoollh and 
disease prevention. 

2. Since atti1uoos are formed basoo on subjociM, 
evaluations of an object or concept, no attitudes e11her 
positive or negative were identified. 

3. The Ha1l1an group was made up o1 parents that 
had a child with a developmental disability. Several 
participant, asked lhe focus group leader specific 
information about their child and d1agnosas. Several 
we<e s~II seeking a rea,on for the disabilily. 

4. No one 111 any of the ttvee groups had, lo their 
knowledge, any genetic worklfl) or relemlls to genetic 
services Tho rrajority of participants in both groups cid 
have health Insorance and a pnmary care J)IO\llder. 

5. Participants in all three group, requested rrKJre 
information on genetic., and how to aCC8SS services 

6. The Somali women were aware ol newborn screening 
but did nol know the role it ployed on prevention and 
health care 

Recommendalions 
1 The education about genetic, needs to be cull,.ally 

targeted and sensruve. 
2 The education needs to be developed in collaboration 

with me~ of the diver.le OOfl'ln..,ities, based 
on a W<lll-00\/lllopod and culturally sonsitiv,, noods 
assess1Tl9nl tailored to each of the communities 

3. There is a need for e<lucatioo about the role of genelics 
in disoose pmvention 

4. There is a need for 
education about the 
ava1Iab41ty and role ol 
genetic SCMOC!s for these 
pol)lllations mcludlng 
locabon, when to reqyest 
them, and insurance coverage. 

Principal lnvo,tigator: 
Patricia R1ssnvller RN, ONSc, PNP 

A33ociate Professor, Siuwnons College 

David T. Helm, PhD 
ICIILEND Ovector, Ctwl~en·s Hoop1tal Boston 
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NEW PARADIGM OF INTEGRATED HOME CARE MANAGEMENT 
FOR ADULTS WITH SICKLE CELL DISEASE 

INTRODUCTION 
• SiclJe cell d,scasc (SCO) IS a bktlng oomp)ex disordor 1s a 

clvooic ;nne., ,nat lends mlf to the Chronic care Model (CCM) 
• SOD C001)1ica!ions indudin:g acute and chrome pain acule chest 

syndrome, stroke. transient mhemic attacks, aseptic necrosis of 
tM hip, renal failure and blind.ne6S h:we resul~ in 0'l)M 
d::amage, debihtating disabiioes and untimely death 

• Adull& with SCO oftan suffer from l'ragmanled care and are 
uansilioned to me Ml.Iii heanh cae syslem tha! 1s usuallf I 
prep.'lred for !hair oomplffx lie:11th C.'l~ need!:> 

• The negawe impact on lhe adult's level Of stll4 -effieac1 Md 
suffiCIEll'lc,•, copnlg aod oolf~care management sk.ils tio61ar& 
episodic care lealir'lg 10 poor hea".h outcomes and poor heallh-
rel:rted quality r,f ife (HRQOL 

• Several studleS have den\Oflst"at.Od suooc:isiul ctiromc di.se,ase 
management utilizi~ lhe OCM to enhaooe hea:th outoomes 

PURPOSE 
The goal for ~ project is to '3cJbte and ill"4)fO'le the home heatth 
care functional status and hesllh mist.ad quality of lile of-adults 1 S 
)-eat'S and ol~wiltl sickie-cell disease (SCO) in Connecticut 

AJMS 
1. Appra,se and p1101 the ix-ne care se<vice needs ol adlltls wi111 

S00 both (..l)lstJdlC and chron,::. 

2. Oemoostrate a seamless sharing of client health infonnatioo 
oonceming awlEH!n-chronic care and coordl13t.:Jn tl88ds 
!hrotrgh Elecuoo,c Health Records (EHRs) or pape,ffax to 
promote continuity of c.1re ..iN:I HRQOL 

3. Evaluate the impact of the pilotl'ltegratNe 
home flaa!lh care p~ on HRQOL and 
disseminate fi\ding to key :stakeMlder.s 
and at ~I. tegiona1. and r1olion<1I fooJms 

METHOD 
• Aqull!l1• cxpcnmcnlal cohort !slud)t gwdo:I ~• the Comnl.lrn~• Bas<.-d 

Participoto,y Rttem melhodofogies 
• Identified and inlar81ited adults wern consented by the C8Os w~h 

aun1crity to share- information with identified seNicelstudy ~. 
the p.'lrticipanti; oomplete b.l\S$'ine HRQOL 61W\~ 

• Medical pf'O\liders '4Tite prescriptions for home health care services 
• Enrolled participants tec8ive intagrslh'e borne care health 

-assessmen;s from one of lhe two home health care agericy partners 
close to their residenr,e 

• Hor11e hea!.h c.vc agency develops care pt.in based C<1 the 
Outcome and Asse6ml8n.l lnilonnalion Sal (CASIS) 'A'rth partiapanls 

aM me<Jicil pmii<!~; fflllJ, ~Hlenllie<:1 form to Pl • • ~ t 
• Recommended servi0!!6 such :l5 'A"OUn(I c-.me, 'N fluid, j 

1

._ 

port IIU!Sl'l are billed to in!!ura~ ~ ny art<J 
un~d s&Nices are cmalog~ 

• H!PPA compliant pes.sword protecred da!a are f f 
~•~ble for dinic.11 deci6ion making lnrouoh &hnred ~ t 
access. ~ - • 

• Enrolled po.\enls wm receive aq...t"'Y S20 gift com, (upto S75) 
as incenb•,v as WEI as the lour oonsumGl'S (b,'O each from lho North 
:ind the Soofh} on the pmjBCt Isam for alte:Adonc:e ~ the qu;irt.!f1y 
toam meetr1gs. 

--•.<o-..<. __ ._, ........... ,-...__ ...... _ .... , .. __._.,_, ..... ,. ... ., _ _ 

_ , .... - .. ---·~--= --=-,.!;~!~~-;-.-:;~"-... ____ ..,. .. ___ ..... ,_ 
- ¢ .. , _...__ ,. _ ___ , .,. ___ • __ .. ____ ,,~, ..... 

-----·-- ·· - ..... ·-··--•'"'•- .. --... -- .. ----_-;:_,:,;:-;;...-:::::::::.~ .. --- .. ----· .... --_ ,.,.., ___ .. _,_ ... __ , _ ___ ·--··---~··· .... ----.. , ................... _ .. _. ___ ,,.,._ 
----·· -·••.-¢ • -..-i . ....... , .... . _ .. ,~------ ·- .. - ..... :;:=-.:=.::-:;.·::..-----···--......... - .~, ............ -···,-· ...... -.~ .................... ~.-,- .. _ ... _ .. _.. ... _,.,.,_ ··- .. --... --... - ·- ~~~- r.1---. 

RESULTS & DISCUSSION 
Oblaincd IRS approvsl lrom tho UnlvcrJ1ty or Connccllcu1 
fleollh Center and appro-,..r by (he UNH. 
The two CBOs have iderrlified a total al 18 aduHs wilh SCO 
.... tic are 11tere~oo in partiapaoog ri this .project 
Recruitment began ::rt the encl of Octobar aft..r 31 the 
oonttacts were signed t.iiith lhe project pal1nera 
Eighl adulls wilfl SOD have boon consan'lad for lha s1ucty 
and are a;o,aiting presCl1)6oos from their medical pro•w.lerS. 
The pm1jcip.,nts wil htnia '1¥';'1'1(1 periods oi tine in the 
p rog,am based on time of enrollmonl 9:lst$$1'nents and .....,,,. ..... 

This pilot sludy i& an i'ltegralive home health care ser,,,ioe 
model w11h a ~ paradigm of care that ,s holi:ltt.: and 
promotes OOfllintJity of ca1e 3S proof of ooncept for 00~5 with 
SCO. rt1e uH1mategoal s:s (hat IJ11s model ",a ma1n1a1n 01 
impro'te HRQOL, r.rn•tent or m~ate health prollfems ond 
reduce ED acJmisSICn and urgent a.'fbllator/tare. ·we 
an0Cil)3(e till improvemeot bMvi-een toe p;;i~iPMts· ptior ye:,r 
ho:;ptal cmergoocy admis:soos, day lroalmsnt and inpa11Cnl 
tret1ds; functional status a'ld HROCt. on ervollment aid O'\'ef 

the cour.$e ot tt'le project will t:,e collect.ed ~nd analy?e(l 

Prir,cl),11 ~ tor: Vci:,cri& Odestu, APf<H, ot(P 
(:Mnw:111(1:IIOI' "'1'1fY:i ?c,O:w-
~ ncn,,: Of~ b Q.,11 i:-J s:dtt Cd C.VC,SkHJ: CcJ 00."13.w: M~ d 
1-'(I~ ~ Cl~;,o~. 1-.:. S,djeC~~kro<>m d.A11-,;n:,, 
~mere~ r.-i=: LbMn~ofton-...eW:li~=Hl~l:t. f:tm11 ;r.efl. T~ 
'-iow:fl,a,,, Pellll!:ni Ho!!-., Ii.JI/I & Ho!;p,;,: ~ . Th~ V,c;i1n, Nir.~ 
Ano-:i:kr,ef!:«dl Cem-.SCctc:~(tkwH~ll\d He,'thEdKo:.ceoiid 
~~[H.E.RJoonwbet('B~. 

fJ l "S1 I U!E ON D1 SABlllTY · ,._ ,___ n .. -..~i..-.1, ....... , ........ , ,., ... ....,,~,~ .. , •• ,. ,~ r , . •r• •I . · r £ ,rr;x.;ir;, , .......... , . .,...,,_,,,., ,..,,~ .... ,,,. 
\\ \\ \\ .ll( (_ IK I{ \.01 t ~~"'- 11,...,._._,, .. u~ll•--··· .... •·· .. '""---·• 
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Proverb Contest Entries: 

Ask not what your genes have 
done to you, but what you can 
do with them? 
Amy Schwartz 

Don't get the blues if your pair of 

genes don't show up soon. 
Marine/I Newton 

Confidentiality: What is discussed 

with the patient, stays with the 
patient. 
Mary-Frances Garber 

Genes are not destiny, 
but suggestions. 
Amy Schwartz 

Beware the shallow pool. 
Wendy Smith 

If we don't cultivate genetic 

newborn screening, babies may die 
from this complication. 
Vine Samuels 
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Implications of Genome Sequencing on 
Public Health: Promise and Pitfalls 

Susan Estabrooks Hahn, MS, CGC 

John P. Hussman Institute for Human Genomics, 
University of Miami, Miller School of Medicine 

UNIVKRSl'fV or MIAMJ 
MILL£R SCHOOL OP MEDICIK! 

HUSS.\l\l\ L'liS11TL l'E 
lc>r Hu:\t1\l\ Gi,;NOMI~ 
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~Boston 
\~) ~~~g~;;,7·s Boston Children's Hospital Transition Toolkit 
l,'rtl ~ Ull<l •~ w,:,([ 

Welcome to the Bos.ton Children's Hospital Transition ToolkitJ 

As a teer1ager geu.ig ready t0<aa11t1100C1. 0<as a you11g fllClult. you can be~ to take COf'l.ttOI Of tiow you nal"de :,ou, tl'lel&bOlie 

OOMitiOtl al"ICI )Our health in gettetat Tr.t TOOikit is designeo to help you! To siart, teacs tn(0ugl'I u~se rnaterlals ar'IO fill out tM 
IOftnS. You Car'I a1so t>egjn to IOOk for an aClult-tocusecs ooetor to replace your pecliallie:ian ..tio Otllf delllS wit11 e...,JIOOCI 
l)r'Of)lerYa ThiS proees.s Of SWittlling to an a0u1Moeusea doelOI" is eaaea medieaf cal'e tr&lts.lJiOn al"ICI l&keS time ar'IO Jll8M ing

cut Of'ICe i t's~. it will ce greM f« your tutu(e health fW\cl suoees.s. 

Use the loUowlng forms t o help achieve your medlcal care transition 

Heatth Readiness 
Assessment 

Metabolic 
Condition Basics 

[I] 
Medlcat Heatttl 

Summaty 

What 8M I Suppose<! to C10 v..itJI tfleSe fomw? 

M HSUI& :,Out nea1t11 k\clepel'ICleilee Cy t!Ud ... tM Heall.II Readil'\es, Assessmerit 8r'ICI 0\let time 
t,y to answet yes to e,ye,y question. 

RH d uf)Otl y()U( Met&bOlieCOl'ldil iOl'I Basies al"ICI diSeuH pos.sible 8Cllll.fleallJI problems with 
:,ou, doct~ °' t1urses. 

Asill: 8 ooetor O<soeial • 'Orkef' fOt ne1p filling Out tfle Medieal tteelth SUMM81)' 8r'ICI TranSition Platl 
at you( r'lext appointMet1.L 

.sn.u~se fOtmS Of\ :,our oomputer 8il'ICI use nash dli1,1eaJ'ICI Cring tM Transition TOOikit to ewity 
tneaieal appoinunef'lt:. 

KHp tM nasn C1ri1,1e in your wallet or purse anCI sa1,1e any Cfl&ttgeS or ~ates.. 

HOw 'Ail The Transition T oolklt help Me? Witn tne TOOikit 
you can -

Oeefde whM you ·re reac,y to aet as your own he&IU'I 
spokesperson. 

P,epare torCIOCtor's appoiiltrnel'IIS 8il'ICI r.11 out healtn rorms.. 

Transition Plan 

Saw these formi: and hrlnJ 
them 10 furutt medial 
appoln trnenu 

TatJt to CIOCtors ana n~ aeout :,ou1 tnec1ica1 concitiOn ana v.t1at ( OleS tJle)' shOulCI 
p1a,y in :,ou1 Medical ea(e . ._ 

N.k a ®nor 14 hdp yoo fill ou.1 your fMrns 

Keep ttadl'OI &II Of :,our iMPOfl&l'lt Meclieal 81'1CI COnclition inr0rmati0n. 

To get st&rteCI, fill Out tJ\e Heat h Re&<Jiness fortn. 

Tt-. lXCj«l IS su~ed b'fthe New t nglllncl GcneucsCollllboratr,<eandths CO()l)Cflll..-e .,_I'll a11t1 the US Hcal!h~s and 
Seiw:es.A-.1nis1r111a1 CHASAJ. f/11111 • U22MC10980. 0 20138oston C..11c1rcn's HMpitlll.nea~ndeonsortlurn.OIJ 
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WEBSITE OVERVIEW 

GEMSS IN SCHOOLS 

CONDITIONS 

SUPPORTED BY 

Genetics educ.ation materials for school success (G.EMSS) is a new Wf:bsite 

for pa.rents, educators, nurses, therapists, counselors, and others featuring 
information that schools can use to support students with genetic conditions. 
The site (www.gemssfurschookorg) houses a library of useful tools and tips for 

ed.ucationaJ supports, dietary needs, field trips, sports, and much more. 

About one in 20 children has a genetic condition, even without a prior family 
history. Teachers and parents can use G.EMSS to better understand the needs of 
students who haw genetic conditions. The aim of G.EMSS is to make school a 
successful experience for all students who haw genetic conditions. 

~ G.EMSS $iU is a welJlth of informatNJn and a POIIIObk aud to tt-~ulrus 
and parmts in hdping them to dndop comprdinrsWe eduutionGl progNnu 
forcl,ild,m who hat1e gmdi.c di.son:krf." 

- Laurie Lambert, NH educator, inclusion facilitator 

Visit the \o\'l.'bsite to find information on supporting students with: 

22q deletion velocardiofacial Prader-Willi syndrome 

Angelman syndrome Sickle CeU Disease 

Down syndrome 

Fragile X 

MCAD and VLCAD 

PKU 

Neurofibromatosis 1 

Williams syndrome 

UndiagnO<ed / other 

More to come! 

GE.MSS was developed by the Education & Outtea,c.h work group within the 
New England Genetics Collaborative ( www.negenetics..org). The NF.GC is 

funded by grant no. H46MC24093 with the Health Resources and Services 
Administration/ Maternal and Child Health Bureau/ Genetic Services Branch. 

AvtJilablc i,t altcmatiw formats upo11 n-quesf. GEMSS is a project of the 

Karen Smith J NEGC Project Coordinator 
Institute on Disability I University of New Hampshire 
karen.smith@>unhedu I 603.862.34541 relay 71 1 
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GEMSS - Genetics Education Materials for School Success: Prader-Willi Syndrome 
www.gemssforschools.org 

The AIMofGEMSS 
t:b ~ .rre -=- C"lld~ with ,et'!ete bc.::M 

...:.w..iti..m: 

Jue ~~'"$ ~ rc.;t.OO.mi.,QQ 1(t'IQO~ 

<?O'C..U tt'.e W Xi!l'f 

~ . 
M ~ Gf',f;cl 

~ ~::-dot ~ .. ,;e 
cyni::Fb!OU 

"""'..,,,.,..... 
Fn:.f •~ X _,.__... 
Xlr.ec:1.c· 

~ 
Iii'~~ 

P;,1,X.J- Wjaj -""" So:fie Cel 
-.., 
U:V..-C,& 

w.a..D & \11.CA.D 

-= 
uq lt)e"e.ilOtl ...,., 

GEMSS is for Tea< hers, J>arents. 
School Nurses.- and Genetic Counselors 

Teoc:be rs a nd po.re nts: 
UY.: CiiMSS to ~er tr"tde.tm :'"Jd me t";ee.:!S: d noce-"!U wrc, 
M •1e ,~cet'd:t«lt'd 

• Ei9_ort. GDl6S to l«: i: ttc . .-c- • ·c: .w-ucpe.l, ygJ e .., 
~ 

• si-::.rett.e lrikwitno,t-,e; ~.:,..."a~ ~"'ld~ 

rl llr"'A ~/ Ge-Mtit Co~ 
J:.~ •~ -=-~~ton toh i.te-
Pw/Dl'Je eee,::3~0: ~ rr111 ~ <!l'CI s-~~ to~ 
Gt"'1SS t e:...--. 
?rVlliae ~¥,.u.:,_ie: h 1-'"'C!Cr-m <!:xi ~ en in yo;ir «ta: w.ritr.; 
,! .. l'~M ~ t •~~ 

.. -·-

To f;r,d t1i e GEM SS webste, go to 
\WW1&gemssforschools.org 

NQw tJVOiJo~ on )~IJf ml'JbiJ.e d..oV,c.e1 

• 
i:iiii -a::a 
cc:!I 
c,:;::ai --a.a 
er.a 

GEM-SS i.s ;a web bilsed resource 

1or famitie:sa.nd school 
personne-1 th.at often: 

Ge%t,:: ordi:«4 ~~ irl i)'.'.ri-i 
l!~~~e 

~ ., nr~tt:;:CJ ~ &..."O * Cl:-tt.. 
~..r.~ ticr\. ~ 
tre ~ r d no· e 
<i"'~J 'tp$ ~ tm!tete to! W;er 
ccrd~ o!.-"'.d ~ ..!,;:r,o'~ 

Pottl'ttAmbo-s.sadors 
o~ irwited to ~Jp 11s 

.sp,rad tit~ wotrl! 
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GPCI GENETICS IN 
PRIMARY CARE 
INSTITUTE 

geneticsin pri marycare.org 

A cooperative agreement between the American Academy of Pediatrics and the 
Health Resources and Services Administration, Maternal and Child Health Bureau 

Natalie Mikat-Stevens, MPH 

Manager, Genetics in Primary Care Institute 

New England Genetics Collaborative Meeting 

April 11, 2014 
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Implementing a 
Whole Genome 

Sequencing 
Clinical 

Research Study 

Janet L. Williams, M.S., LGC 
Marc S. Willliams, M.D. 

Research 
Geisinger Health System 

NEGC April 11, 2014 

GEISit\GER 
i,;fDHINING SOV"-'DA Rl n 
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A Regional Approach to 
Critical Congenital Heart 

Disease Newborn Screening 
Implementation 

Monica McClain, MS, PhD 
Research Associate Professor 

Institute on Disability 
University of New Hampshire 
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School can be a great 
experience for EVERYONE! 

About one in 20 chitdr•n has a genetic condition. 
Visit GEMSS: 

Genetics Education Materials for School Success 

gemssforschools.org 

Product of the Hew England GenetKs Collaborative artd HRSA 

I l C if ( . M NEW E;I\Gl.A.'iO 
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GENETIC ALLIANCE 

finding the 
GEMSS in 
your scli.ool 

BY ANN DONOGHUE DILLON, M.ED., OTR/L • PHOTOS CO URTESY THE GEMSS WEBSITE 

Tf you are Uke me,. I always had my eyes and ears 
open to learn about any infonnah'on to help my daugh• 

ter recd1,-e a good education! Havin9 a genetic condi• 

tion that was both rare and new for her school, she 
made all of us on the team try our best and then hope! 
I wish GEMSS was aw.u'lable when she was starh'ng out 

in school! It would have been a great sourre of in/or• 
mation that we could have used as a foundation, and 

then bra.nched out as needed! 
- Ann Donoghue Dillon 

rt you lht- p:uent of a chnd " 'ho has a generic condition 
such M Down syndromt:, Fragile X. o r Ma.rran syndrome? 
1.3w you searched for a. bue or knowledgt that is comp re-,. 

hen$i~,e :uld rtii~le? Do )-OU spend ~ergy wondering HOW )'Our 
child should be included in typiol school programs,, not qut!$1.ion, 
inf [F htlshe should be! i.nduded? You may be SUfpt'illed to luww 
that there is a ,~w websi.te reotiYing n.atic>nal and inte.-n31.ional 
auention! It i! called GEMSS - Gent!tics Education rnatel'ials ror 
SChool Success www.gemuronchOO&()rg 

BACKGROUND 
Ulut\Ched in 2012, G.EMSS now numbers ova 20 conditions on 

its site. G.EMSS has relied on ree<tMdl rrom paren ts, tea.Chen. and 
viewen to hdp shape it. About ~,en conditions per )'t:tr ue being 

G.EIIETIC ALLIAJICE 

added Md the s:ite h:tS expanded to i.ndude S'IOries or children and 

aduhs who h:rve ma.ny or the conditions. 
Origin3Ily, a i)"3nt through the ~ f.ligl:tnd Genetics COll:lbol'MiYe 

encour.tged vo,'Ofkgrt>ups to form w;thin the COll:lbof3tive. ~ 

g-ervi~~ -
gentl>C$ eo.ic:atiOn mate• 

for school success 
GEMSS was d~oped bf the 
New England Regio nal 
Genedtt Collabc>ratlve, one of 
seven HRSA-funded regional 
genetics collaboratives. 
Genetic A.Sance k a nonprofit 
heatth advoc.acy organludon 
I.hat works d osely with these 
regional cdlabor alives on 
engaging fammt'S a.nd 
indi-Aduals and lmp,oving 
acct'n to genetic seriAces. For 
mo1e infounatlon o n Genetic 
Alliance and availabl t
resources for indrlt'iduals and 
famil.es around gent-lies and 
heatth, visit 
www.g~ manct-.0r9. 

Educatio n a Outreach \\brtl 

Group bepn to d r~m about 
using the WEB to eduOle par, 
ents and te:tehers :lbout tM pos, 

S:ibilitie:s,, cautio ns,, and supports 
thM are neoessaiy to make a 
child's edu(::uiOn m~ sua:ess
ruu Knowing that eduot.ion can 
help 3llevi.at.e 1M reM: th:tt can 
blodl 30C~t.anoe Md inelulliOn, 
IMy aimed to strengtMn :ud 
reinr()f'(r thM belier thM ewc:llion 
R>r ALL children., including IM!le 
v,,'ho happen to have a gt-ne-tic 
condition, a n occur in the typi, 
cal da.ssroom along:dde tM ir 
pet-rs ir they h:rve the right sup• 

~ content ror e3Ch condi, 
lion is cre:ued by a s:~ei.ics 
counselM, and IMn tra:~,els to a 
part-nt re~•iewer, a geneticis1, 

fht' worll's le.:i,ing r1011110fit hd:h .:idvoc.xy Of9,lriilllion committt-d 10 tn,rw:,forming hd:h ... IO'.l9h gc-netie 
.cl p,o,no6ng ;in en-.irOl'lfflC'n.1 ol op,:me~ unu-red on the he.:illh of n:lmclu.m, !';,mil~ .:ind cortmul'r.~ 
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Health Policy and Advocacy 
Workshop 

COMMUNITY CATALYST 
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Face Forward Conference 
Report 

July 12 - July 14, 2013 

Nt!XI Step,!=:============= 

Next Step's 
Face2Face Conference 

Report 
July 9 - .J uly 12, 2015 

Next Step's 
Program 

www.nextstepnet.org 
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''Welcome to Holland:'' The Impact on 
Parents of a Diagnosis of CCHD 

Joanna FanosL2, Christopher Landon3, Monica McClain4 

1Department of Pediatrics, Geisel School of Medicine at Dartmouth 

2Department of Psychology, San Jose State University 

3Department of Pediatrics, Ventura County Medical Center 

4Institute on Disability, University of New Hampshire 
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ELSI Considerations and IRB Responses to 
Genomic Sequencing in the General Newborn 

Population 

Caroline Weipert, MS, CGC and Meghan Towne, MS, CGC 
Brigham and Women's Hospital and Boston Children's Hospital 

New England Genetics Collaborative Annual Meeting 
Portsmouth, NH -April 10, 2015 

Boston 
Children's 
Hospital 

Until every child is well 

l~ J BRIGHAMAND 
~ WOMEN'S HOSPITAL 

HARVARD 
M EDICAL SCHOOL 

BCM 
8Jvlor College of Medicine 
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1 Brief Listening session (
1
) 

NCC . • 5? 
• How do you define genetic service • 

• From your definition of genetic services, 
what genetic service needs are not 
currently being met or are in danger of not 
being met in the future? 

• How would you suggest 
unmet/endangered needs be met? 
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Point of Care CCHD Screening: 
Lessons from EHDI trenches 

0 

TERESE FINITZO, OZ SYSTEMS 
ELIZABETH BRADSHAW, CHILDREN'S 

NATIONAL MEDICAL CENTER 
JUNE 7 , 2012 
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Preliminary Findings of a Regional Approach to Critical Congenital Heart Disease Newborn Screening Implementation 
Monica R. McClain MS, PhD lnstitvte on 01.Sob1l1ty, Health Management and Polley, Umvers,ty of New Hampshire 

Adelaide Murray Health Management and Pohcy, Universrty of New Hampshire 

Introduction 

Pulse oximetry as a screening test to d etect critica l 
congenital heart d isease {CCHD), has been 
recommended for universal new b,orn screening. This 
project examines a regional appro ach for f ive New 
England states to support the developm ent, 
dissemination and validation of screening protocols 
and newborn screening infrastructure need s for 
CCHO. This study presents results thro ugh two years 
of this three year project. 

Methods 

A coord inating council comprising representatives 
from public health, p ediat rics, p ediat ric cardiology, 
health educators, M arch o f Dimes, family advocates, 
perinatal nurses and scre,ening was formed to guide 
and evaluate this project . Seven birth ing faci lities 
have provided CCHO newborn screening data. An 
education work gro up was formed to develop an 
educational bro chure. 

Tffound 
early, 

CCHOcan 
often be 
treated. 

,. 

Results 

States are in various stages o f implementing CCHO newborn screening, and di fferences in public health 
authority to overse,e programs exist . A Tier 2 educational brochure (Figure 1) has been developed for parents of 
a baby w ho re<ceives a positive screen . To date, 32,747 babies have b een screened (Figure 2); there have b een 
16 with posit ive screens (7.3 per 10,000) and 2 have been diagnosed w ith CCHD (1.2 p er 10,000}. 

'Wlllt11t II :tl .,_,._ # # Positive Rate #ofCCHD 
Site Screened Positive (per 10,000) cases Diagnosis 

YCD(N'!f 
Site A 5,001 6 12 1 TAPVR 

B'aaaPmllvo 
811 11 1'111 

Site B 1,314 2 15.2 1 TAPVR 

Cl :Elllf Site C 1,965 1 5.1 0 

Site D 1,905 0 0 0 

Site E 1,481 2 13.5 0 

Site F 14,586 5 3.4 0 

Site G 6,495 0 0 0 

Total 32,747 16 7.3 (4.5- 11.7) 2 

Figure 1 . Front of educational Figure 2. oau. are from seven birthing facilities through 7/ 31/14. (Data that appears 
Brochure. in red are from incomp1&te data sets] 

Conclusions 

Differences among states in the way disorders are added to their screening panel, and the wording of legislation 
has impeded public oversight of CCHO newborn screening programs. A regional approach to implementing CCHO 
screening allows the sharing of resources and expertise across states. Initial analyses show that the false positive 
rate is acceptable and the number of CCHO cases ident ified by new bo rn screening is slight ly lower than expected. 
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lm r p ications of the C •• 
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NEGC Pro1ects Promote 
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The Health Care Access and Financing 
(HCAF) Workgroup 

The Health Care Access and Financing (HCAF) 
Workgroup of the New England Genetics Collaborative 

(NEGC) was created in response to a Stakeholder 
Survey Report that identified "addressing financial 

barriers to care" as a high priority issue. The workgroup 
is made up of family-advocate leaders and a select 

number of professional partners. 

The Policy Brief 

The regional policy brief was created to inform 
stakeholders of the opportunities for improving health 
care access and financing for children with genetic 
disorders under the Affordable Care Act (ACA). It 
provides: 

A description of children with genetic disorders 
An overview of the current impacts of un- and 
underinsurance 
The results of a survey of New England families 
Legislative analysis related to health reform 
Recommendations for additional state policy 
options 
Add itional resources in the appendix 
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"Children with genetic disorders experience gaps m insurance coverage 
and benefits that put their health and well-being in Jeopardy and their 

families at nsk for overwhelming medical debt." 

Dissemination 

The brief was distributed to over 1,600 New England state and federal 
policymakers, as well as the NEGC's partners. A webinar was hosted on 

09/02/14 featuring highlights from the brief; the archive of which can be found 
on the NEGC website. 
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''I HAVE A COMPLAINT'' 
What the Maine Bureau of Insurance 

can do to assist you. 

ne!l( THE NEW ENGLAND 
0 ' GENETICS COLLABORATIVE 



ne!l( THE NEW ENGLAND 
0 ' GENETICS COLLABORATIVE 



negc THE NEW ENGLAND 
GENETICS COLLABORATIVE 



ne!l( THE NEW ENGLAND 
0 ' GENETICS COLLABORATIVE 



IMPROVING THE NEWBORN 
SCREENING SYSTEM IN THE 
GENOMIC ERA 

Aaron Goldenberg, PhD, MPH 
Case Western Reserve University 

Beth Tarini , MD, MS 
University of Michigan 
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National Coordinating Center 
flX the Regional Genetic SeMoe Collaboratives 

2014 Updates from the National 
Coordinating Center for the 
Regional Genetic Service 

Collaboratives (NCC) 

Providing Resources for Bridging Genetics, Primary 
Care, and Public Health, and for Bringing Genetics 

to Local Communities 
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-■O&D...._.....,-_......._. 

Webinar Series Annourncement: 

"It's All About Teamwork: Incorporating Genetics and Family History 

into the Work of the Patient Centered Medical Home (PCMH)." 
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11egc Institute on Disability 
THE NEW ENGLAND 
GENETICS COLLABORATIVE RESEARCH 

Apnl 2016 ■■ 
Promoting and Improving the Health and Well
Being of People with Inherited Conditions 
Written by: Ashley Hamill 

The mWiOn of I.be New Ensbnd Cen.etks 
Colbborattve (NEC,C) Is 10 pro,nore :ll'ld linpro\·t 
health and sodal well-being of lhost With lnht:rned 
rondltJons through C'olb.bonnions among public health 
professionals,. ptlv.u:e hiealth prof.eUionals, eduators. 
ronsumer.1 and ad,--oca.1~ throughout New Engbtld.. 

The NEGC Is housed at the lnsllrute on OW.blJuy, 
al tht Univtl"SltyofNew Hampshbt. To :a.ecess the 
NEGC's ...,,ebs11e. please visit WW\'O'.negnetjc!I ~· One 
oftht> ~"Ort groups ol the NEGC Is the Heahh Catt 
A«~ and Fi.tlafKtng (HCAF) 'ft'Ort g.,oup. with an 
owru..-hing goal oflmprcwtng healthcazt Jnsur:u)('e 
rover.ige for lndMdu:als with genedc Mndit!Ons. 

Surveys of New England FamlliH of 
Children with Genetk Conditlons 
fn 1012, the HCAF wo,k group dellgned an onllne 
survey of f.lmUies of ehil<hen wUh 5et1etlic disorders 
IMng In the .dx New England W.teS. 1'ht quesaioos 
itl the sur\~ 111't:re tn1et1dtd to Identify health 
lnsur:i.nct('O\'tragt and Mnfflu gaps €or ('hildren 
t.'oith g_e,,etk dtsorders. Key fulding$ s1.133e;tOO. tha1 
p:utkulady challenging areu of utuWrhl.SUr:i.ntt 
Included outpai lau services, ore for emadonal. 
behavioral or .w.bsunce abwe l.ssuu, prt':S('r1ption 
drug ccwerage, rehabl11r.atlw and habUltatiw 
thenpiesi, mtdkal dk-..lcts, pedi:atrk services llb 
dewlop,nental sc:rttninp, and p~nbfd m~k:al 
foodt. Furtht'fmort, fu.mi.Hesi ttpotted l.'Otit as a rt1:aJo, 
prablem- hi&h deductibles, ro-pa)li and ro.frut.ul!Mt 
\'o"t':~ oottd tn almOj{ e,·ery t:at~ory. Overall. theit 
.wrvey resulu emph:Wzed the nilical need for 
poUcymaktrs to tab attlon to redl.t(!e underlnsurance 
for ehtldn?n wllh genetk diiOnkrt. A Link to the 201it 

polk:y brlefhlghlighting sp«Uk policy impliai1.0ns 
and fttOm.mtndadons c.in be found here.. 

lhtre k5 an effort to ed:1.11.'ale pollc)"fflUhi and tty 
staktbolder.1 :Krou the New England reg.On about 
the challenges funilies face when .wdc1ng to ac:cw 
high quality and ('Ol'ISl:sunl cvt> for chi.ldttn born 
with a ~n«it'eondl1lot1.. A Sttond survey w-.s .wnt 
out to fa.mille.s In Nt>w £na:b.nd who haw ('hlldren 
with a pl"n«iC. or suspected gmetk, conditlOn. 1'he 
goal of thill 11u.rvey was to £,lin a bw.u understahdlng 
o( lffile.s Maud to heaJlh <:a.rt auess and rover•/ 
rti.mbursemtnt for thi:S population.. 

Sur"ity ltiUJu 'ft'ttt a.Aalyud both quantltOO,""tly and 
quahtatiwly and iruijo, find.In&$ att .w.mmarlzed: 
btlow. 

Methodology & O.mographlcs 
Survey respondents wett part1u.s or guard12m (agts 
I&+) of ehUdrm living th1oughou1 NlW England who 
'ft'tre unde,r the llgt o( 21 and who h:w! bffn dbgnt'liled 
with a ~net I~ ('On,:U1l0t1., or who had bttn told by ll 
hieal.th c.att pro(essk)nal 1h31 thett may be a gtn«~ 
link to t.hei.r ("hlld'S('OnditiOl'I... 

AU questions \'o"t':tt volunwy and respatl(Unu w~t 
able 10 enter lu10 a r.liff.e for a $.50 Tat3l't gift c.ard. 1he 
survey was opm from SepttmbtT 8, 201.S un1U October 
31, 201S. 

There 'ft'ert a total of:?5S ttsponsn, fron, M.A. ME, 
NH, er, RI, VT, With the m:ajOJ1ty or mponses being 
fro,n NH; 72 ('Ol'npleted 1ht Mtrvty In lu tnttrf'ty. The 
l'nOiit coirunon awragt ase of children~ boet'ft-ten 
8 - 11 )'t:lr1 old. 'The sewn mos:1 common genetk 
dJagnows rq,memed lncruded Down Syndrome, 
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,·✓ £ ltvl~~ genetics education materials 
- f' I for school success 

Dear inst ructor ( university, community 
co llege or other), 

Whether in general or special education, 
every school teacher will have some 
st udents with complex need s. Somet im es 
those needs will be related to a genetic 
condition, as about 1 in 20 children have 
a genetic condition. 

We want to put a resource in your- hands 
to help future teachers meet these needs, 

and we want to make it easy for you. 

The Learning Module for GEMSS ( Genet ics Educat ion 
Materials for School Success) builds on the 
GEMSS 1r1ebsite and is a free public resource. The website 
itself has: 

Vetted information and resources 
for 30 + genetic conditions 

Practical tips & strategies for learning 

The Learning Module has suggest ed activi t ies - choose 
one or all : 

Pre- work for st udents 
Jn or out - of - class assignments ( works well 

online) 
Slide presentat ion for whole group activi t y 
Jndependent or sm all group activi t y 
Discussion quest ions to encourage cri t ical 

thinking 

We encourage you to inco rporate the Learning Module into 
your class, or share this with others who m ight . 

Teachers can be a great support for all students -
GEMSS can h e lp! 

8,est re,gard s, 

The New England Genet ics Collaborat ive (NEGC) 
Educat ion & Outreach Work Group 
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So far this year…
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