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Positive Exposure

Nonprofit organization that uses photography to help
fight stigma and create more inclusive communities

Started by fashion photographer Rick Guidotti
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SIRI, MALI

Siri is a student and lives with her family
in Bamako, Mali. She and her family are
powerful advocates for people living with
albinism in West Africa
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Positive Exposure at DHMC
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5 .
resentation of Genetic Differences In

Medical Education

74 A CI!ROMDSOMAL ABNORMAL ATY SYNDROMES

X0 SYNDROME

(Turner syndrome)

Short Female, Broad Chest with Waide Spacing
of Nipples, Congemtal Lymphedema o7 Its Resudua

An assoC1aton between small stature and defec-
tive ovarian development had been noted as early
as 1922 by Rossle, whe Jassified the disorder
under “sexagen dwarfism " A more expanded
syndrome of small stature, sexual infantibsm,
webhed neck, and cubitus valgus 10 seven females
was described by Turner n 1938

Most XO conceptuses are early lethals At barth,
the inadence of sex chromauu—ncgﬁuve females,
presumablv %0 dividuals, is about 1 5000 new-
borns, Obwiouslys thus does not mclude many of
the XO/XX mosaics or mdwnduals with only 2
parual deleuon of one X, who mught be sex
chromatn—posive.

ABNOHMJ\HT‘ES. The followng bst of abnor-
smahues, with the approximate per centage for each
anomaly, includes those of the full MOonesomic
XO syndrome patients with only 2 part of the
cells XO (XX/XO MOSAICS, KY/XO mosaics with
varying degrees of male-type gemmlm) or in whom
only a part of one X 15 ussng {¥-1sochromosome
K or X-deleted X) g:uzral!v Tiave a lesser degree
of malformation. The most consistent features for
the enuire group are small stature and gm\ad:ﬂ
dysgenesis Because the latter feature is NOt eV
dent during chiidhood, 2 chromosomal study s
ndicated 1 any gurl wath short stature of unknown
cause whose clinical phenotype 18 not ncompatble

as medial trbial exostosis {60+ per cent) Short
fourth metacarpal, metatarsal, or both {50+
er cent).

Other Sheletal. Bone dyspl:sia with coarse rabec-
ular pattern, most evident at metaphyseal
ends of long hones (50+ pev cent) Disloca-
won of p

Nails. Narrow, hyperconvex andlor deep-set nails
(70+ per cent).

Skin., Excessive pxgmcnlr,d pewnt (504 per cent).
Dhstal pa!mmr axal trradn (40+ per cent)
Loose skin, espsr.!ally about the neck 1 10~
fancy Tendency toward kelod formaton

Renal. Most commonly horseshoe kidney, double
or cleft tenal peivis, and mnor alterations
{60+ per cent)

Cardiac. Cardiac defecis (20+ per cent), the ma-
jority of which are bacuspid aorlic valve, coarc
tanon of aorta, and valvular aortic stenosis

CNS. Perceplive hearing 1mparment (50+ pev
cent).

QCCASIONAL ABNORMALITIES

Sheletal. Abnormal angulation of radius to carpal

bones, Madelung’s deformty, short mdpha-
lanx of ffth finger, short third 1 fifth meta-
carpals and/or metatarsals, scollosis, kyphosis,
spina mfida, vertebral fusion, cervical T,
abnormal sella turaca
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Five girls with the XO syndrome Note the varsability of such features as wel n
he varrabil such features as webbed
a ed neck and broad
a chest
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neckand for the promnent ears “Thus patient had bouosd

sl g ylpopl:ma with bulging Hanks, pos by sec-

ondary o earler :ndu: dicnan of e ioeia by
, this baby suryived fetal | wi wib

e i e

- Turner Syndrome

12 years 4 years

JonesKL,ed.Smi t hos

Recognizabl e

Pat t dihed 1988 Hu



JonesKL,ed.Smi t hé6s Recogni zabl e Pat t,ethed,1988 Hu



