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Encounter with Genetics and Genomics
Health Care Providers

P Medical Team
_— % Suspicion for a genetic
- . W

condition?

Other reasons?




Inclusive Gathering and Recording of
Patient Information

2. Your Information

Date of Birth: Month: Day: Year: Social Security Number:
First: Middle Initial: ‘ Last:
Legal Name: ) | ] ] ; ;
- Preferred Name:
Street Address: Apartment No.: D.C. Ward (if you know):
Address: City: State: Zip Code:

Is your housing?: [ Stable [ Unstable [ Temporary

Whitman-Walker will send you mail to the above address. We believe it important to communicate with you, and at times, we do mail information.

‘ Gender identity: = Do you identify as Sexual Orientation: Race: Ethnicity:
2
0 Man transgender? . O Lesbian, Gay, O African American/Black (including Africa, Caribbean) O Non-Hispanic/
8 '\lﬁl/‘g:?sall\]’hn El] ;E: Homosexual [ Caucasian/White (including Middle Eastern) Non-Latino

O Straight or Hispanic/Latino (please specify)

O Trans Woman 0 American Indian or Alaska Native

O Genderqueer/ Gender Pronoun: SEEtExgoe ) (including all Original Peoples of the Americas) o Mexican .
Non-binary A slfLe O Bisexual : Mexican American
O He/Him/His Asian (please specify) Chicano/a
O She/Her/ HEE‘S S ] O Asian Indian O Korean B Puerto Rican
Sex assigned O They/Them/Their [ Chinese O Vietnamese :
at birth: E] —— O Filipino O Other Asian O Cuban
O Mal [ Japanese O Another Hispanic
Male y . . : Latino/a
Native Hawaiian/Pacific Islander (please specify) . s
“\Variations in Sex Characteristics (VSC [ Native Hawaiian 0 Samoan Sp Crigin
= e [0 Guamanian or Chamorro
H -4 . —
=" Differences of Sex Development (DSD) B Other Pacific Islander

Whitman-Walker Health




People with Variations in Sex Characteristics (VSC)
DSD/Intersex (beyond dimorphism)

Sex Chrom Reproductive Structures
Hormones

XX with testis, or both ovary and testis
missing or underdeveloped uterus, vagina, cervix, ovary
absence of menstruation
too much androgen

XY with uterus, fallopian tube
underdeveloped or undescended testis
underdeveloped Leydig or Sertoli cells
absent or reduced formation or action of androgen

XX/XY ovary and testis



Encounter with Health Care Providers

Medical Team

Suspicion for a genetic condition?

Return of - " "= send tissue samples to Genomics Lab
Results |

[ POSITIVE_~

® NEGATIVE Lab Results/Reports
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Testing for genomic variations
from DNA to chromosome

Reasons for Testing
Karyotyping s* Sex chromosome determination
** number and structure of X and
Y chromosomes, and SRY

Fluorescence In Situ Hybridization
(FISH)

\\\\_’ Chromosome Microarray Analysis (CMA) 0:. Sex Chromosome test is not
requested but automatically
included in written reports

e Gene and Genome Sequencing




Inclusive and Affirmative
Reporting of Karyotype or FISH Results

Sex Sex at Birth Gender Identity
Chrom

XX Female Cis-female

VSC/DSD/Intersex  transman
gender-expansive/nonbinary/trans*

agender

XY Male Cis-male
VSC/DSD/Intersex  transwoman
gender-expansive/nonbinary/trans*
agender

Others

45,X (Turner syndrome)

47 ,XXY (Klinefelter syndrome)
Mosaic — 45,X/46,XY

Chimera — 46,XY/46,XX




Affirmative Reporting of Results
Individuals with XX and SRY(sex-determining region in Y)

SRY, Yp11.3, FISH

Res mman MCR

Interpretation MCR

The male sex-determining region of the Y chromosome, SRY, is
present and translocated to the short arm of an X chromosome
in this phenotypic male with a 46,XX karyotype.

These findings are typically associated with infertility (Delot and
Vilain, Nonsyndromic 46,XX Testicular Disorders of Sex
Development. In: GeneReviews: www.m:t)i.mTrl.gov/books/NBKmsl
accessed on 02/02/2022).

A genetic consultation may be of benefit. Specialists in sex
chromosome variations are available F To speak to
one of our specialists and/or refer a patient, please call the

Department of Clinical Genomics at 800-533-1564.

Result MCR
ish der(t(X:Y)(p22.3;p11.3:(SRY+,DXZ1+4)

SRY hybridized to the short arm of the X chromosome and DXZ1
to the X centromere in ten metaphase cells.

Intersex

Variations in Sex Characteristics (VSC)
Differences of Sex Development

/

Report sex chromosomes and its
variants without categorizing as

“normal/abnorma
XX, XY, X, XXX, XXY

|"

and “male/female”

~

J




Return Inclusive and Affirmative Results
to Health Care Providers

Medical Team

Suspicion for a genetic condition?

Return of - —~ Send tissue samples to Genomics Lab
Results

[ POSITIVE >

® NEGATIVE Lab Results/Reports

__ il




Thank youl!

Resources

Educating Children - InterConnect Support

The 2018 Model School District Policy on Transgender and Gender Nonconforming Students |
National Center for Transgender Equality (transequality.org)

Youth & Students | National Center for Transgender Equality (transequality.org)

Home — DSDteens and Home :: DSD Families

Educating Educators | GLSEN

Resources: Teaching Intersex Health and Sex Education in Schools - interACT: Advocates for
Intersex Youth (interactadvocates.org)

interACT-Chromosome Letter (interactadvocates.org)



https://interconnect.support/resources/parentsfamilies/educating-children/
https://transequality.org/issues/resources/the-2018-model-school-district-policy-on-transgender-and-gender-nonconforming
https://transequality.org/issues/youth-students
https://www.dsdteens.org/
https://www.dsdfamilies.org/
https://www.glsen.org/teacher-educators
https://interactadvocates.org/resources/intersex-resource-topics/intersex-health-and-sex-education-in-schools/
https://interactadvocates.org/wp-content/uploads/2021/09/interACT-Chromosome-Letter.pdf

