Pediatric Endocrinology Terminology Working Group (WG) Meeting
March 18, 2016; 4:00 – 5:00 pm EDT
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Agenda
· Welcome
· Continue review with the Parathyroid disorders starting on 337, and then onto the 22qDeletion Syndrome on 469.
Materials
· 2016-3-18_Peds_Endocrine_WG_Agenda.docx
· 2016-03-11_Peds_Endocrine_WG_Minutes.docx
· 2016-3-16_Peds_Endocrine_WG_Terminology.xlsx
· RegulationofCalciumHomeostasisandGeneticDisordersthatAffectCalciumMetabolism.pdf
Brief Summary
The goal was to review the terms in the Pediatric Endocrinology Terminology set.
Meeting Minutes
· Welcome
· Ms. Quinn welcomed the attendees to the meeting.
· Term Review (All)
· The syndrome-related terms were audited. Luteinizing Hormone Deficiency, Single Central Incisor Syndrome, Proprotein Convertase 1/3 Deficiency, Gonadotropin Deficiency, Lipodystrophy (potential header term), Adrenal Tumor (potential header term), Autoimmune Hypophysitis, Growth Hormone-producing Adenoma, Hypoplastic Anterior Pituitary, Generalized Lipodystrophy, Müllerian-Renal-Cervical Spine Syndrome, Savage Syndrome, Von Hippel-Lindau Syndrome, Polycystic Ovary Syndrome, Immunoglobulin Superfamily Member 1 Syndrome (Central Hypothyroidism and Testicular Enlargement; CHTE), Gitelman Syndrome, Fanconi Syndrome, Cardiofaciocutaneous Syndrome, Bloom Syndrome, Bardet-Biedl Syndrome, Williams-Beuren Syndrome, Werner Syndrome, Smith-Lemli-Opitz Syndrome, Silver-Russell Syndrome, Alstrom Syndrome, Rothmund-Thomson Syndrome, Prader-Willi Syndrome, Pallister-Hall Syndrome, Noonan Syndrome, McCune-Albright Syndrome, Marfan Syndrome, LEOPARD Syndrome, and Fragile X Syndrome were briefly discussed. These terms and their definitions will be reviewed during a future meeting. The relationship of Nevo Syndrome to Ehlers-Danlos Syndrome needs to be established before the group can decide whether to include or exclude this term. Additionally, eight other syndrome-related terms were removed from the term set.
· Albright Hereditary Osteodystrophy, Albright Hereditary Osteodystrophy with Multiple Hormone Resistance, Albright Hereditary Osteodystrophy without Multiple Hormone Resistance, Secondary Parathyroid Hormone Resistance, Tertiary Hyperparathyroidism, Transient Neonatal Hyperparathyroidism, and Neonatal Severe Primary Hyperparathyroidism were discussed, revised, and approved during the meeting. Synonyms were modified where appropriate.
· X-linked Parathyroid Gland Agenesis is related to X-Linked Hypoparathyroidism. The previously approved definition for X-Linked Hypoparathyroidism will be revised to include both agenesis and dysgenesis. Familial Isolated Hyperparathyroidism was discussed and revised during the meeting. However, the WG suggested revisiting the characteristics of this condition during the next meeting.
· Autosomal-recessive Neonatal Severe Hyperparathyroidism and Autosomal-dominant Neonatal Severe Hyperparathyroidism were removed from the term set.
· The meeting was adjourned.
· The next meeting will occur on Friday, March 25th from 4-5 pm Eastern Daylight Time.
· Action Items
· EVS will revise the definitions for X-Linked Hypoparathyroidism and Familial Isolated Hyperparathyroidism. The revised definitions will be reviewed during a future meeting.
· EVS will post the revised spreadsheet, the meeting notes, and the agenda for the next meeting on the Pediatric Endocrine Terminology NCI Wiki page (https://wiki.nci.nih.gov/display/EVS/Pediatric+Endocrine+Terminology).
· Any missing terms that WG members identify, or any definition suggestions they have should be sent to Ms. Quinn (quinnt@mail.nih.gov) and Dr. Petty (brenda.petty@nih.gov) at EVS.
