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NAIL PATELLA SYNDROME

V K Jain, U S Pahwa and Anil Dashore

A l4-year-old male having nail-patella syndrome, manifested as deficient nails on the
ulnar aspect of thumbs, V-shaped half-moons, rudimentry patella on right side and abscnce

on left side.
somal dominant type of inheritence.
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This syndrome characterized by a defect
in the mesodermal and ectodermal structures,
is manifested by absence or hypoplasia of the
nails and patella, iliac horns. abnormalities of
the elbows and in a minority of the cases with
renal changes.! The nails are grossly defective,
usually reduced in size, and necver reach the
finger-tips. Ulnar half is more frequently
involved. Finger nails arc more commonly
involved, the scverity of changes diminishing
from the thumb to the little finger. Some nails
may show a V-shaped half-moon.?-' Abnor-
malities of the patella can be either a reduction
in the size or complete absence, or occasionally
dislocation. Iliac horns are present in the
pelvis, arising from the centre of the external
aspect of ilium. Elbow joints may show limited
supination and incomplete ecxtension. Other
features reported include, thickened scapulae,
absent skin creases on distal fingers, webbing
of the elbows, heterochromia of the iris and
cataract. Rare features reported include club
foot, spina bifida and plummer-vinson syn-
drome.®*®  The disease is transmitted as an
autosomal dominant trait with linkage between
the loci controlling the gene and that of ABO
blood group.”

Casce Report

A 14-year-old male had deficient nails over
both his thumbs on their ulnar aspect (Fig. 1).
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X-ray of pelvis showed iliac horns.

Nail -patelia

Family history was suggestive of auto-

syndrome.

Fig. 1. Decfective nails over both thumbs on their
ulnar aspect.

The half-moon was triangular in almost all the
finger nails. The rest of the finger nails and
toc nails were normal. Iliac horns were palpable
on both sides, on the posterior aspect of the
iliac crest in its middle one third. Left patella
was absent while the right patella was rudimentry.
Patient was having genu valgum. There was
no other associated abnormality. Family
history was suggestive of autosomal dominant
type of inheritence.

X-rays of the pelvis showed iliac horns
(Fig. 2), and that of knee joints; rudimentry
patella on right side and absence on left side
(Fig. 3).

X-rays of elbow joints and hands showed no
abnormality. Blood group was B (Rh-+).
Haematological examination was normal. Urine
examination showed no abnormality. Fundus
examination was normal. .



INDIAN J DERMATOL VENEREOL LEPROL

Fig. 2. X-ray of pelvis showing iliac horns.

Comments

Chelatin® in 1820 observed a patient with a
triad of abnormal nails, elbows and knees. In
1897, Little® quoted a description by Sedgwick
of a family of which 18 members of 4 generations
had no thumb nails and no patella, thus suggest-
ing the hereditary nature of this disorder.
Involvement of elbows in this hereditary defect
was reported by Wrede.'® Turner'* observed
flaring of the iliac crests and prominence of
the anterior superior iliac spines in some of the
affected patients. Fong! termed these pro-
minences as iliac horns: however he did not
associate them with any syndrome. After a
few years, iliac horns were observed in association
with knee, elbow and nail anomalies by other
authors.”13  Thus, iliac horns were established
as an important constituent of this syndrome.
The popular name of nail patella syndrome
has been applied to this triad of anomalies, but
Love and Beiler'! coined the more correct
term of hereditary osteo-onychodysplasia.
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Fig. 3. X-ray of both knee joints showing rudimentary
patella on right side and absence of patella
on left side.

It is inherited as an autosomal dominant
trait with linkage between the loci controlling
the gene and that of ABO blood group.” A
family of five generations with 72 members, of
whom 22 showed features of this syndrome, was
reported in 1966 by Maini and Mittal.® Our
case had typical nail changes and absent or
rudimentary patella but no other abnormality.

Refeiences

1. Derkaloustian VM and Kurtan AK : Genetic
Diseases of the Skin, Ist ed, Springer-Verlag,Berlin,
1979; p 197.

2. Levan NE : Congenital defect of thumb nails,
Arch Dermatol, 1961; 83 : 938,

3. Samman PD : The Nails in Disease, 3rd ed,
William Heinemann Medical Books Ltd, London,
1978; p 168.

4. Samman PD : The Nails, in : Text Book of Derma-
tology, 3rd ed, Editors, Rook A, Wilkinson DS
and Ebling FJG : Blackwell Scientific Publications,
Oxford, 1979; p 1852.

5. Silverman ME, Goodman RM and Cuppage FE :
The nail patella syndrome. Clinical findings and



178

10.

ultrastructura observation in kidney, Arch Int
Med, 1967; 120 : 68-74.

Tachdjian O Mihram : Pediatric Orthopaedics,
Ist ed, WB Saunders Company, Philadelphia, 1972;
p 257.

. Renwick JH and Lewler SD : Congenital linkage

between the ABO and nail patella loci, Ann Human
Genet, 1954; 19 : 231-233.

Chelatin (1820) : Quoted by Tachdjian O Mihram :
Pediatric Orthopaedics, Ist ed, WB Saunders
Company, Philadelphia, 1972; p 257.

Little EM : Congenital abscence or delayed deve-
lopment of patella, Lancet, 1897; 2 : 781,

Wrede (1909} : Quoted by Techdjian O Mihram
Paediatric Orthopaedics, Ist ed, WB Saunders
Company, Philadelphia, 1972; p 257.

12.

13.

INDIAN J DERMATOL VENEREOL LEPROL

- Tutner JW : A hereditary orthodysplasia associat~

ed with dystrophy of nails, JAMA, 1933; 100 : 882.

Fong EE : lliac horns (Symmetrical bilateral
central posterior iliac process), Radiology, 1946;
47 . 517-518.

Mino RA, Mino VH and Livingstone RG :
Osseous dysplasia and dystrophy of the nails.
Review of literature and report of case, Amer J
Roentgenol, 1948; 60 : 633-641.

Love WH and Beiler DD Osteo-onychodysplasia,
J Bone Joint Surg, 1957; 39A : 645.

. Maini PS and Mittal RL : Hereditary onycho-

osteodysplasia, J Bone Joint Surg, 1966; 48A :
924-930.



