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Result Footnote

Il1:

SHOX Interp
Likely benign and benign variants are not reported.
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Test Information

i1

SHOX Interp
EACKGROUND INFORMATION: SHOX Deficiency Disorders,
Sequencing and Deletion/Duplication

CHARACTERISTICS: Pathogenic variants in the SHOX gene result in a spectrum of
disorders dus to haploinsufficiency of the SHOX gene. Clinical features often
include short stature, mesomelia (shortening of the lower portion of arm and leq),
and abnermal alignment of the radius, ulna, and carpal bones at the wrist (Madelung
deformity) . Variable expressivity results in some individuals only affected with
isnlated short stature (IS8S), while onthers have short stature and additicnal
findings resulting in syndrome disorders (=.g., Leri-Weill dyschondrostecsis [LWD]
or Langer mesomelic dysplasia [LMD]) .

EPIDEMICLOGY: Prevalence of SHOX deficiency disoerders is estimated Lo be at lsast 1
in 1,000 individuals.

CRUSE: A single pathogenic variant in the SHOX gene causes 1535 or LWD. Bizllelic
patheogenic variants in the SHOX gene cause LMD.

INHERITANCE: SHOX 1s located in the pseudcautoscmal region 1 (PAR1) an the X and ¥
chraomosomes and escapss X-inactivation. Thus, inheritance 1s pseudcautoscmal
deminant for IS8 and LWD, and pseudcautoscmal recessive for LMD.

PENETRANCE: High, with variable expressivity
CLINICAL SENSITIVITY: At least 20 percent in individuals with SHOX deficiency
disorders. Approximately 10 percent of individuals with LWD do not have a

demonstrable SHOX pathogenic variant.

GENE TESTED: SHOX (NM 000451)
Exon eb (MM 006883) iz not covered by sequencing.
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