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This patient relates a family history of kidney disease.

What is your diagnosis?

PLEASE TURN TO PAGE 75 FOR DISCUSSION
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Discussion
The nail-patella syndrome, or osteo-onychodys-
plasia, is an autosomal dominant disorder char-
acterized by orthopedic changes, renal disease,
glaucoma, and characteristic nail changes, espe-
cially the presence of triangular lunulae.1 Other
nail features include hypoplasia, most prominent
on the thumb and index fingers.  Orthopedic
features of the syndrome include absent or hy-
poplastic patellae, elbow deformities, cervical
ribs, and iliac horns.  Abnormalities of the
humerus, radius, ulna, and finger bones can re-

sult in early and painful degenerative disease.2

The abnormal carrying angle of the elbow can
be associated with contracture.3 Renal involve-
ment includes proteinuria, and may present as
the nephrotic syndrome.  Hypertension and re-
nal failure may occur.  Because of the risk of
glaucoma, all family members should be
screened by an ophthalmologist.4

The radiographic studies pictured show
characteristic changes.  A frontal view of the
pelvis demonstrates bilateral iliac wing horns
(Figure 1).  Deformity of the anterior iliac crest
is also noted bilaterally.  Radiographs of the
knees demonstrate slight hypoplasia of the
patellas bilaterally (Figure 2).  Both frontal and
lateral views of the elbows demonstrate bilat-
eral developmental radial head dislocations,
with associated dysplasia of the radiocapitellar

The Diagnosis

FIGURE 1. A frontal view of the pelvis
shows bilateral iliac wing horns.

FIGURE 2. Patellas are hypoplastic.
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articular surfaces (Figure 3).  The radial heads
are dislocated posteriorly relative to the
capitella.  The findings of bilateral iliac wing
horns and bilateral radial head dislocations are
characteristic of the nail-patella syndrome.

Studies have linked the syndrome to chro-
mosome 9q34 and identified point mutations
in the LMX1B gene.5 Other kindreds have been
linked to chromosome 17q21-22.6 Prenatal di-
agnosis is possible, including non-invasive pre-
natal diagnosis using ultrasonography.7

Proper management of these patients re-
quires a multispecialty approach.  Orthopedic
surgeons, nephrologists, and ophthalmologists
have a role in management.  The dermatolo-
gist may establish the diagnosis and should
guide the patient and family members to the
appropriate specialists for care.  Treatment of
kidney disease has included the use of an-
giotensin-converting enzyme inhibitors.8

REFERENCES
1. Farley FA, Lichter PR, Downs CA, McIntosh I,

Vollrath D, et al: An orthopaedic scoring system for
nail-patella syndrome and application to a kindred
with variable expressivity and glaucoma.  J Pediatr
Orthoped 19: 624-631, 1999.

2. Hoger PH, Henschel MG: Skelettanomalien beim
Nagel-patella syndrom. Fallbericht und ubersicht.
Hautartzt 48: 581-585, 1997.

3. Song HR, Cho SH, Koo KH, Jung ST, Shin HS:
Treatment of antecubital pterygium in the nail-
patella syndrome. J Pediatr Orthoped 7: 27-31, 1998.

4. Lichter PR, Richards JE, Downs CA, Stringham
HM, Boehnke M, et al: Cosegregation of open-an-
gle glaucoma and the nail-patella syndrome. Am J
Ophthalmol 124: 506-515, 1997.

5. Seri M, Melchionda S, Dreyer S, Marini M, Carella
M, et al: Identification of LMX1B gene point muta-
tions in Italian patients affected with nail-patella
syndrome.  Int J Mol Med 4: 285-290, 1999.

6. Mangino M, Sanchez O, Torrente I, DeLuca A,
Capon F, et al: Localization of a gene for familial
patella aplasia-hypoplasia (PTLAH) to chromo-
some 17q21-22. Am J Hum Genetics 65: 441-447,
1999.

7. Pinette MG, Ukleja M, Blackstone J: Early pre-
natal diagnosis of nail-patella syndrome using ul-
trasonography. J Ultrasound Med 18: 387-389,
1999.

8. Kozovskaia NL, Tareeva IE, Popova VV, Mirosh-
nichenko NG, Stavrovskaia EV: Kidney involve-
ment in hereditary osteo-onychodysplasia.  Ter-
apevticheskii Arkhiv 69: 37-39, 1997.

PHOTO QUIZ

FIGURE 3. Bilateral developmental
radial head dislocations are present.


