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The Human Clinical Phenotyping Core (HCP) at the Albert Einstein College of Medicine serves to promote excellence in human phenotyping, and to provide outstanding training in clinical evaluation. HCP is a fully acting Core of the NIH funded IDDRC (1P30HD071593-01) whose mission is to advance diagnosis, prevention, and treatment of children and adults with developmental disabilities with a special focus on participants from minorities groups and women. Our multidisciplinary team includes expertise in a broad range of relevant areas including clinical assessment, psychometric evaluation, audiology, clinical trials studies, recruitment and community outreach, and database management. With a large research registry of deeply phenotyped children and adolescents with developmental disorders such as autism, RTT syndrome, ADHD, dyslexia, and rare disorders such as NPC Type 2, the Core provides Einstein investigators with a fully functioning operation for the recruitment and characterization of research participants for its studies. The broader goal of the HCP Core is to foster translational research by maintaining close links between the clinical and research communities at Einstein and by continuing to build the research registry. The HCP maintains a strong relationship with the local community and as of today its database include a pool of over 1700 research participants. The HCP Core maintains a centralized de-identified database of participants for access by Einstein investigators that includes information about data collection and provides continuity as they traverse different clinical projects.

The HCP Core will serve this project by providing well-characterized cohort of children and adults with XXX together with age and IQ matched typically developing control participants for enrollment in this research project. This objective will be achieved through comprehensive clinical evaluation using "gold standard" diagnostic, cognitive, and adaptive function evaluation. Our data base is managed by HCP staff under the direction of Dr. Molholm and includes extensive neuropsychological data, birth, medical and educational histories along with relevant socio-economic information. The HCP core will be responsible for participant recruitment and baseline evaluation to assess diagnostic eligibility and cognitive level. The HCP is equipped to perform clinical and cognitive assessment for children of all ages as well as adults, and for individuals of all functioning levels including those who are non-verbal.
 
HCP will advertise, recruit, diagnose and evaluate participants with XXX, as well as control participants (INDICATE TYPE OF CONTROL PARTICIPANT TO BE USED). The HCP Core will be responsible for the administration of the baseline phenotype assessments including medical examination, family medical history, cheeks swabs and blood draw. The core will also coordinate and assist in scheduling the visits for the project. HCP will work closely with PI and study coordinators to maintain computerized data files on all demographic, clinical, neuropsychological, biological and imaging information obtained on participants.

Recruitment and enrollment of participants, with an emphasis on diversity and minorities 
The HCP recruits research participants through: 1) the existing database; 2) Einstein clinical services including CERC (Children Evaluation and Rehabilitation Center) and Montefiore children’s hospital (Epilepsy Center, neurogenetic, Autism Center in Yonkers and the divisions of developmental pediatrics); 3) newspaper advertisements and 4) online list-serves, parent groups, local chapters of organizations (e.g., Autism Speaks), and special interest websites. 

As part of the Albert Einstein Community, the clinical divisions of Einstein almost exclusively serve underprivileged minority populations of Latino, African, and Caribbean descent. Increasing their representation in research is a central mandate of the HCP. This is achieved through a number of specific recruitment efforts at selected clinical centers, advertisements, word of mouth, and our strong relationship with the community. HCP staff is trained to explain in appropriate details the goal of our research along with the enrollment and consent procedures. They are also trained to use screening instruments over the phone to optimize recruitment rate. 

To provide targeted human phenotyping  
HCP is equipped to provide overall phenotype (cognitive level, behavioral and developmental profiles) as well as more targeted clinical evaluation such as attention deficits, executive functions, learning disabilities, repetitive behaviors and social deficits. Each enrolled HCP participant will be evaluated by a highly qualified clinical psychologist with extensive experience in neurodevelopmental disorders. The evaluation encompasses a comprehensive battery of clinical diagnostic tests and tests of cognitive functions, language and adaptive functioning (see table xx). Dr. Bates is a licensed clinical neuropsychologist and supervises all evaluations and written reports sent to families after completion of the research protocol. The HCP team interfaces with project investigators to respond to their demand and assure optimal baseline evaluation. In addition, HCP works to develop novel metrics of phenotypes that are relevant to the specific research questions. The team and consulting panel of the HCP have expertise in a number of germane areas and are developing or have developed indices of the integrity of multisensory processing; tests to quantify executive functions, and automated recording measures of stereotyped movements.

To build an extensive database of enrolled children, young adults and families
The HCP maintains a state-of-the-art easily accessible and searchable database of de-identified potential research participants. A set of baseline phenotype measures is collected and applied across all participants with ASD to maintain a comprehensive database of information. Subsequently according to each project (e.g., age, IQ level, diagnosis) selected measures can be implemented (e.g., executive functions, attention, and language). In addition, HCP maintains a registry and database of typically developing (TD) children and adults. Maintenance of a central database ensures that the efforts that go into the recruitment and characterization of clinical and TD participants benefit both the individual investigator but also the broader Einstein research community. 

STAFFING
Director: Dr. Sophie Molholm, Associate Professor of Pediatrics and Neuroscience, is responsible for overseeing all aspects of the HCP. She and the Senior Clinical Neuropsychologist, Dr. Juliana Bates, and Program Coordinator Margot Gardin, have weekly meetings to ensure that the Core is meeting the needs of its users, and that excellent patient management and relations are maintained. Dr. Molholm is a cognitive neuroscientist and has extensive experience in the management of large-scale research projects that include clinical populations. Over the past 6 years she has organized and overseen the clinical phenotyping of children on the autism spectrum and the characterization of their TD counterparts for her program of research on sensory processing and integration in autism (NIH, R01MH085322).  She has expertise in the use of psychophysics, electrophysiology and neuroimaging to assay sensory processing and integration, mechanisms of selective attention, object processing and object recognition in adult and child populations, and in typical and atypical populations.  

Clinical Psychologist: Dr. Juliana Bates is a licensed psychologist with over 15 years of experience in the diagnosis of neurodevelopmental disorders, and with particular expertise in autism. Her clinical expertise derives from working in a variety of environments including hospital, research, and private practice. At the HCP she supervises clinical postdoctoral fellows and and student trainees, and ensures reliability and consistency in administration of clinical evaluations across test administrators. She consults with investigators regarding appropriate evaluation instruments for their projects. Dr. Bates is highly skilled in working with more challenging participants.
  
Program Coordinator: Margot Gardin interfaces with the clinical staff at the various recruitment sites to ensure the smooth transfer of patient information into the HCP database. She is responsible for the daily updating of the database, assists investigators with database queries, and assists with scheduling of individuals in the research project as needed. She also provides the common thread for the family and participant as they interface with the HCP and the research personnel.  Ms. Gardin will interface regularly with the PI and research personnel for whom she will provide biweekly recruitment and assessment progress reports.
 
Audiologist: HCP has access to audiometry through on-staff audiologist Janie Chobot-Rodd, M.A., CCC-A, who is the Co-Director of the Children’s Hearing Research Program (CHRP) and Supervisor of Audiology at Montefiore/Einstein. She performs full audiological assessments as required by HCP protocols. She has extensive experience working with patients from all ages and cognitive functioning. Her testing and office space is being relocated from the Kennedy building (less than 100 meters away) to Van Etten, adjacent to the HCP.

Registered Nurse: Jill Kirschen is on staff to coordinate genetic testing and perform blood collection. She has over 10 years of experience working with children with developmental disabilities and is expert in drawing blood from children with developmental disorders.

