BBN ECHO: Welcome & Announcements

* Introductions in the chat (name, discipline, institution)
* Attendance Code | 606-260-7097 | YOCIUG

* Building our Community (in chat)

* Agenda

= Knowledge Burst — Dysmorphology — Jessica Scott Schwoerer
* Problem of Practice — Mike Litrenta

* Wrap Up
= Request each BBN partner NICU present at least 1 Problem of Practice




Knowledge Burst | Dysmorphology

Jessica Scott Schwoerer, MD

Learning Objectives

1. Describe a basic dysmorphology exam

2. ldentify patient selection and dysmorphology exam resources

3. Discuss challenges and solutions to implementing genomic
medicine in a NICU setting




Genetic Testing is a Key Diagnostic Tool
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the condition families




* Dysmorphic features are
one criterion to consider
when selecting patients
for genomic testing.

Indications for ES/GS in Critically Ill Neonates

These criteria do not exclude completion of other genetic testing or consultation in the hospitalization for
indications not listed here.

* Neonatal encephalopathy without inciting event

* Multiple congenital anomalies not suggestive of aneuploidy’

» Concern for metabolic disorder®

* Hydrops fetalis without clear etiology

+ Neonatal seizures without HIE

* Abnormal neurologic exam including significant hypotonia/hypertonia, weakness Complex congenital
heart disease

+ Growth abnormality including Intrauterine Growth Restriction (IUGR), Small for Gestational Age (SGA),
micro/macrocenhaly or overgrowth without clear etiology

Dysmorphic features

' Common aneuploidies: Trisomy 21 (Down syndrome), Trisomy 13 (Patau syndrome), Trisomy 18 (Edward syndrome), Monosomy X
(Turner syndrome)

" Signs of Acute Metabolic Disorders in the Neonatal Period: Sudden, gradual or insidious onset of sepsis-like features including poor
feeding, vomiting, lethargy, seizures, hypoglycemia and lactic acidosis, abnormal urine organic acids, hyperammonemia



 Dysmorphic features that the PRIMARY FINDINGS: Heterozygous for a Pathogenic Variant in BRAF
provider identifies are used in the

analysis of broad genomic INDICATION FOR TESTING: Polyuria (resoived), Anteverted nares, Anteriorly placed anus, Polyhydramnios,

. . P birth, Ventricula | defect, Abnormal pulmona Iv hol domed pulmona ive),
sequencing and can be helpful in il e e by Lssas v inevor g ol g myes e
1 1f\/1 I i morp y (small), Respiratory failure requiring assisted ventilation, Abnormality of the palmar creases ("hockey
|dent|fy|.ng an underlylng etIOIOgy stickmwcmsebh:emly), Fetal pyelectasis (bilateral mild renal pyelectasis), Abnormal lateral ventricle
for a child morphology (mild prominence & small echogenic foci in caudothalamic subependymal regions), Periventricular
white matter hyperintensities
* Describe the features using Human Variants in genes known to be assoclated with phenotype:
Phenotype Ontology (HPO) terms Sequence Variant(s):
= adatabase that provides a "y Mode of DNA Variants, Highest Aliele In Siico
standardized vocabulary of phenotypic T | | O | | e enaa | i [ -
abnormalities found in human disease
BRAF, AD, ,fm 20008 0.00088% Damaging PATHOGENIC
= Human Phenotype Ontology NMOOH3I4 | 184787 etarozygous Gurepesn (Non-Fiieny



 Important in interpretation of testing particularly with variants of
uncertain significance

* When dysmorphology off a patient matches some are all of the
dysmorphism expected in a variant of uncertain significance, the
clinical interpretation may move that variant to disease causing.




e Observe

= Gestalt — does the child look atypical?

» Details of each component —size, shape, quality, proportion, placement,
extra/missing,

* [dentify a few of the most striking features
* Photos into the EMR with Haiku




Penorbtal Region
Ear

Nose and Philtrum

Lips, Mouth
and Oral Region

Hands and Feel

Head and Face




Triangular fo

Inferior (anterior)
crus of antihelix

Anatomical Variation

Anomalies of the ear include quantitative traits and qualitative
features of the entire ear, and of the individual components.

(1) Variation in size (macrolia; microlia; anolia).

(2) Variation in position (low-set cars; posterior angulation of the
car).

(3) Variations of the individual anatomical parts: antihelix; anti-
tragus; concha; helix; lobe; scapha; tragus; triangular fossa.

(4) Named car anomalies (crumpled ear; cryplotia; cupped ear; lop
car; preauricular and auricular pits; preauricular and auricular
tags; preauricular ectopias; prominent ear; question mark ear;
detachment of ascending helix; satyr ear; shell car; Stahl ear).

Fl6. 1. Normal anatomy of the external ear.

Ear, Cupped

Definition: Laterally protruding ear that lacks antihelical folding
(including absence of inferior and superior crura) (Fig. 22).
subjective

Replaces: Ear, Capuchin

Ear, cupped, severe/type I1I: see Microtia, second degree

Elements of morphology: standard terminology for the ear. doi: 10.1002/ajmg.a.325996




The American Journal of Medical Genetics - Elements of Morphology series in 2009 and 2022 — Free access
* Elements of morphology: Standard terminology for the head and face.
e doi:10.1002/ajmg.a.32612.
* Elements of morphology: standard terminology for the periorbital region.
e doi: 10.1002/ajmg.a.32597
* Elements of morphology: standard terminology for the nose and philtrum.
e doi: 10.1002/ajmg.a.326004.
* Elements of morphology: standard terminology for the lips, mouth, and oral region.
* doi: 10.1002/ajmg.a.32602
* Elements of morphology: standard terminology for the ear.
* doi: 10.1002/ajmg.a.325996
* Elements of morphology: Standard terminology for the trunk and limbs.

* doi: 10.1002/ajmg.a.62965 —
* Elements of morphology: standard terminology for the hands and feet. %1_@,
 doi: 10.1002/ajmg.a.32596. =77}










Broad forehead
Down slanted palpebral fissures
Epicanthal folds
Coarse features




Resources

Information including exam
checklist

Home ) Best practice and improvement » Clinical guidance » neonatal )
Dysmorphology assessment in neonates »

Dysmorphology assessment
in neonates




Resources

The American Journal of Medical Genetics - Elements of Morphology series in 2009 and 2022 — Free access

Elements of morphology:
Elements of morphology:
Elements of morphology:
Elements of morphology:
10.1002/ajmg.a.32602

Elements of morphology:
Elements of morphology:
Elements of morphology:

Standard terminology for the head and face. doi:10.1002/ajmg.a.32612.
standard terminology for the periorbital region. doi: 10.1002/ajmg.a.32597
standard terminology for the nose and philtrum. doi: 10.1002/ajmg.a.326004.
standard terminology for the lips, mouth, and oral region. doi:

standard terminology for the ear. doi: 10.1002/ajmg.a.325996
Standard terminology for the trunk and limbs. doi: 10.1002/ajmg.a.62965
standard terminology for the hands and feet. doi: 10.1002/ajmg.a.32596.




Genetics in Wisconsin

University Center for Excellence in Developmental Disabilities Q Search

Home  AboutUs  Clinical Care v Learn v Baby Badger Network ~ Contact

Resources

WAISMAN CENTER

UNIVERSITY OF WISCONSIN-MADISON

Home / BabyBadgerNetwork / BabyBadger Network - 2024 ECHO Training & Resources

Baby Badger Network - 2024 ECHO Training & Resources

This free, virtual series is a part of the Baby Badger Network (BBN) collaborative. The target
e

Dysmorphology and Human Phenotype Ontology (HPO) in the NICU Setting

Didactic Presentation: Session Resources
Carolyn Scoptur, APNP and Jennifer « Didactic Presentation Slides
Stengrevics, PAC * Midwest Genetics Network Region 4 webinar - Dysmorphology 101: Using_Your

Observation Skills - Susan A. Berry, MD

July 26, 2024 @ 11:30 am




