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Introduction: The Genetics and Metabolism experiences most relevant to a general pediatrician will be found with both inpatient and outpatient evaluations. During this rotation, you will care for children with a wide range of inherited conditions. Over the course of the rotation, you can spend time in the outpatient clinic seeing new evaluations and follow up visits.  Patients will include children with known or suspected syndromic diagnoses, known or suspected inborn errors of metabolism, presymptomatic evaluation for familial disorders, and others.  There is clinic every weekday.  Residents are also expected to participate on inpatient consultations and daily rounds.  Residents are also invited to attend the educational programs offered by the division – including the division meetings and case conferences on certain Thursday mornings each month.   Please confirm times and locations with the fellows and attendings with whom you are working. 

Two residents can rotate through the service at any time. Please contact Dr. Lanpher at least one week in advance to confirm that there is an available space in the rotation and to confirm the clinic schedule. 
Location:

The Genetics and Metabolism clinic are located on the West wing First floor, suite 1950. 
Roles and Responsibilities:
Residents are expected to see patients independently, give verbal presentation to attending, and learn how to communicate with families. Residents will write inpatient consultation notes, dictate outpatient visit notes, follow up on pending labs and imaging studies and review with attending. During a one month rotation, residents are expected to give a 30 minute discussion on a topic of their choice to the attendings and fellows.
Goals and Objectives:
Below are the general goals and objectives for the rotation. The resident should tailor the goals and objectives based on personal goals and career trajectory.
	Genetics and Metabolism
	Self-Assessment of Level of Mastery
	Self-Assessment of Level of Mastery

	Primary Goals for this Rotation
	Before rotation
	End of rotation

	Understand the role of the pediatrician in assessing, managing, and counseling patients with inherited diseases.  
	
	

	Provide routine assessment and counseling about syndromic genetic conditions to patients and families, addressing: 

1. Patterns of inheritance and recurrence risk
2. Accessing services for special needs patients

3. Understanding and accessing disease-specific management guidelines 
	
	

	Provide routine assessment and counseling to parents and patients with specific inborn errors of metabolism, addressing: 

1. Explaining the implications of failed newborn screening, including next steps for further evaluation 
2. Understanding presentation and variance of acute metabolic crises, including acute assessment and management of patients with hyperammonemia
3. Expected course of typical inherited metabolic disorders 
	
	

	Distinguish normal from pathologic dysmorphic features 
	
	

	1.  Describe and use standard anthropometric measurements in evaluation of dysmorphic patients.
	
	

	2.  Explain the findings on clinical history and examination that suggest a specific syndromic diagnosis
	
	

	3.  Interpret laboratory tests used in genetic diagnoses, including sequence analysis and comparative genomic hybridization.
	
	

	Evaluate, treat, and/or refer patients with inborn errors of metabolism 
	
	

	Develop a strategy to determine if the following presenting signs and symptoms are caused by a metabolic disease process and determine if the patient needs treatment or referral: 

1. Fatigue/malaise 

2. Seizures
3. Abnormal respiratory pattern
4. Failure to thrive
5. Developmental delay
6. Developmental regression
7. Mental status changes
8. Hepatomegaly and/or splenomegaly 

9. Vomiting
10. Abdominal pain 

11. Skin changes 
	
	

	Diagnose and initiate management of patients with genetic disorders that generally need referrals. 
	
	

	1 : Identify, explain, initially manage, and seek consultation or refer the following genetic conditions: 

1. Chromosome aneuploidies (Down syndrome, Trisomy 13, Trisomy 18, Turner syndrome)
2. Microdeletion/duplication disorders (Williams syndrome, 22q11 deletion syndrome, etc.)
3. Skeletal dysplasias (achondroplasia, OI, etc)
4. Metabolic disorders (PKU, urea cycle defects, organic acidemias, etc)
5. Storage disorders (mucopolysaccharidoses, Gaucher disease, etc)
6. Presymptomatic evaluation (BRCA1/2, HD, etc)
7. Inherited disorders of connective tissue (Marfan, Ehlers-Danlos, etc) 
	
	

	2.  In cases of serious or life-threatening disease, counsel the patient's families with sensitivity to their desire and need to know about: 

1. Prognosis and possible impact of the disease 

2. Likely steps in immediate and future treatment 

3. Decisions about treatment options which they may face 

4. Support services in the hospital and community 
	
	

	3.  Identify the role and general scope of practice of medical genetics; recognize situations where patients benefit from the skills of specialists trained in the care of children; and work effectively with these professionals in the care of children with inherited disease
	
	

	Demonstrate high standards of professional competence while working with patients under the care of a subspecialist. 
	
	

	Patient Care.  Provide family-centered patient care that is development- and age-appropriate, compassionate, and effective for the treatment of health problems and the promotion of health.
	
	

	Use a logical and appropriate clinical approach to the care of patients presenting for specialty care, applying principles of evidence-based decision-making and problem-solving.
	
	

	Medical Knowledge.  Understand the scope of established and evolving biomedical, clinical, epidemiological and social-behavioral knowledge needed by a pediatrician; demonstrate the ability to acquire, critically interpret and apply this knowledge in patient care.
	
	

	Critically evaluate current medical information and scientific evidence related to this subspecialty area and modify your knowledge base accordingly.
	
	

	Interpersonal Skills and Communication.  Demonstrate interpersonal and communication skills that result in information exchange and partnering with patients, their families and professional associates.
	
	

	Communicate effectively with primary care and other physicians, other health professionals, and health-related agencies to create and sustain information exchange and teamwork for patient care. 
	
	

	Maintain accurate, legible, timely and legally appropriate medical records, including referral forms and letters, for subspecialty patients in the outpatient and inpatient setting.
	
	

	Practice-based Learning and Improvement.  Demonstrate knowledge, skills and attitudes needed for continuous self-assessment, using scientific methods and evidence to investigate, evaluate, and improve one's patient care practice.
	
	

	Identify personal learning needs related to this subspecialty; systematically organize relevant information resources for future reference; and plan for continuing acquisition of knowledge and skills.
	
	

	Professionalism.  Demonstrate a commitment to carrying out professional responsibilities, adherence to ethical principles, and sensitivity to diversity.
	
	

	Demonstrate personal accountability to the well-being of patients (e.g., following up on lab results, writing comprehensive notes, and seeking answers to patient care questions).
	
	

	Adhere to ethical and legal principles, and be sensitive to diversity.
	
	

	Systems-based Practice.  Understand how to practice high-quality health care and advocate for patients within the context of the health care system.
	
	

	Identify key aspects of health care systems as they apply to specialty care, including the referral process, and differentiate between consultation and referral. 
	
	

	Demonstrate sensitivity to the costs of clinical care in this subspecialty setting, and take steps to minimize costs without compromising quality
	
	

	Recognize and advocate for families who need assistance to deal with systems complexities, such as the referral process, lack of insurance, multiple medication refills, multiple appointments with long transport times, or inconvenient hours of service.
	
	

	Recognize one's limits and those of the system; take steps to avoid medical errors.
	
	

	Procedures
	
	

	Technical and therapeutic procedures. Describe the following procedures, including how they work and when they should be used; competently perform those commonly used by the pediatrician in practice. 
	
	

	Skin biopsy for fibroblast culture 
	
	

	Diagnostic and screening procedures. Describe the following tests or procedures, including how they work and when they should be used; competently perform those commonly used by the pediatrician in practice. 
	
	

	Karyotype, comparative genomic hybridization, genetic sequence analysis, expanded newborn screening, plasma amino acids, plasma acylcarnitine profile, urine organic acids
	
	

	Source
Kittredge, D., Baldwin, C. D., Bar-on, M. E., Beach, P. S., Trimm, R. F. (Eds.). (2004). APA Educational Guidelines for Pediatric Residency. Ambulatory Pediatric Association Website. Available online: www.ambpeds.org/egweb. [Accessed 03/03/2010]. Project to develop this website was funded by the Josiah Macy, Jr. Foundation 2002-2005. 
	
	


Recommended Reading:

Articles from Fellow’s Handbook; available in fellow’s office
Smiths Recognizable Patterns of Human Malformation
Thompson and Thompson Genetics in Medicine.
1: Just beginning  2: Limited experience, developing familiarity  3. Familiar, may need more experience  4. Comfortable managing with limited guidance  5. Mastered, ready for independent practice


