A Case of Trichorhinophalangeal Syndrome
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Trichorhinophalangeal syndrome is a genetic disease and divided into three different

. types. Trichorhinophalangeal syndrome type I is characterized by alopecia, a bulbous pear-shaped
nose and cone-shaped epiphyses in the hand. Diverse clinical manifestations can be ob-
served such as short stature, mandibular abnormality, winged scapula, etc. It is inherited in an
autosomal manner, and may cause grave joint abnormalities which should be corrected early in

life.

We describe a 23-year-old woman with diverse clinical manifestations of trichorhinophalangeal
syndrome type 1, including prognathism and a winged scapula, two features which have not been
previously described in the Korean literature. (Ann Dermatol 9:(4):298~301, 1997).
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The trichorhinophalangeal syndrome (TRPS) is a
genetic disease, named by Giedion in 1966'.
There are three different types of TRPS®. TRPS
type I consists of sparse hair, a peculiar pear-
shaped nose and skeletal abnormalities including
clinobrachydactyly. TRPS type II, also called
Langer-Giedion syndrome has the usual features
plus multiple cartilagenous exostoses’. Another
variant, TRPS type Il is characterized by severe
degrees of metacarpophalangeal shortness®.

Only two cases of TRPS type I have been re-
ported in Korea™®. We report herein another case
with diverse clinical manifestations of TRPS type 1.

CASE REPORT

A 23-year-old woman presented with scant hair
since birth. She complained of fine sparse hair,
short fingers with prominent joints and was bothered
by her abnormal appearance. There was no history of
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inability to sweat. She complained of dysmenor-
thea and constipation. Her mother and sister had
similar features (Fig. 1). Both of them had sparse
hair, angulation of the fingers. Her late mother
had a history of hip joint abnormalities and her
older sister had a bulbous nose and prognathism.
She was 157cm tall and had sparse thin hair on the
scalp, axillae and pubic areas. Her nose had a bulbous
tip and small alae, therefore contributing to a
pear-shaped appearance. A well demarcated soft
non-tender skin colored lcm sized nodule on the
lower border of the lip, malocclusion of the teeth and
prognathism were observed (Fig. 2 a,b). The fin-
gers were shortened, but had nearly a full range of
motions except the 2nd finger, the tip of which
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Fig. 1. Pedigree.
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Fig. 2. A, B. Note sparsely distributed scalp hair, absent lateral part of the eyebrows, and bulbous nose.

Fig. 3. Short fingers and swelling and angulation at the
proximal interphalangeal joints.

could not reach the palm (Fig. 3). Short big toes
(Fig. 4), pes planus and a winged scapula in the
left were also observed. A gynecological examination
revealed no abnormal findings.

A histopathological examination of her scalp

Fig. 4. Short great toes.

skin only showed decreased hair follicles, and any
pathological findings in the nodule on the chin
were not observed. Laboratory findings including a
serum testosterone level and thyroid function tests
were normal. A radiological examination revealed
brachymetacarpia of the bilateral 4th and 5th fingers,
cone-shaped epiphyses of the middle phalanges of
the hand (Fig. 5) and proximal phalanges of the
foot and mild lumber scoliosis was also seen. A
barium enema examination which was carried out to
find the cause of her constipation showed no abno-
mal findings in the colon. Chromosomal analysis
revealed normal karyotyping (46,XX) with no evi-
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Fig. 5. X-ray of the hands. Widened cone-shaped prox-
imal epiphyses of middle phalanges and brachymetacar-
pia were observed.

dence of deletions or translocations. There were
no abnormal findings of her scalp hair in scanning
electron microscope (SEM).

DISCUSSION

The most striking features of TRPS type I are
sparse hair, a bulbous pear-shaped nose and cone-
shaped epiphyses in the hands and feet. The scalp
hairs are of fine texture, slowly growing and brittle.
Perns, et al” reported that the patient with TRPS
type | revealed alterations of the cuticular pattern
and hair shaft structure under scanning electron
microscopy. They also mentioned that the hair of
TRPS patients was characterized by its extremely re-
duced diameter, occasionally dimpled appearance
and the free margin of the cuticle cells were
jagged. However, other authors® reported only a
reduced diameter of hair. There were no abnormal
findings in scanning EM of the hair in our case.

In addition to sparse hair, the characteristic facial
features are a bulbous nose, a long extended
philtrum, a thin upper lip, and medially thick and
laterally thin or absent eyebrows. In TRPS type I, the
nose has a bulbous tip, tented alae and a typical
pear-like shape.

Peripheral dysostoses include cone-shaped epi-
physes of the middle phalange of the hands,
brachydactyly, angulation of fingers and a Perthes-
like change of hip joint. Cone-shaped epiphyses
alone are not characteristic of TRPS and may be
found in normal individuals’. The angular defor-
mities of the phalanges are most common in the
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index finger. The characteristic deformity is ulnar de-
viation of the index and middle fingers at the
proximal interphalangeal joints, and radial deviation
of the ring and little finger'®. The main orthopedic
significance of this syndrome is hip changes remi-
niscent of Legg-Calvé-Perthes disease. Premature
osteoarthritis can occur in this disorder.

Other features are a short stature, delayed
growth and development, a hypoplastic mandible, a
high arched palate, a winged scapula", lumbar lor-
dosis and congenital heart disease'.

In the TRPS type Il or Langer-Giedion syn-
drome, multiple exostoses develop between the
first and fifth years of life and increase in size and
number until maturity’. These occur in the meta-
physes of long and short bones including the ribs and
vertebra. Other features of TRPS type II include
scoliosis, mental retardation and microcephaly.
TRPS type III has severe generalized shortness of all
phalanges, metacarpals and metatarsals in addi-
tion to the usual features of TRPS type I.

Our case had typical features of TRPS type I in ad-
dition to a winged scapula and prognathism which
were not found in other cases reported from Ko-
rea.

TRPS is inherited in an autosomal dominant
manner, but sporadic cases do occur. Our case was al-
so considered to be affected by autosomal domi-
nant inheritance because the patient’s older sister
was found to have TRPS and her mother was
strongly suspected to be a TRPS patient. Chromo-
somal studies revealed that TRPS type 1 may be
due to deletion of 8q 24.12", whereas TRPS type 11
may be caused by deletion extending from 8q
24.11 to 8q 24.13. It is considered that the larger
deleted segment is responsible for severer pheno-
types of TRPS type II'. There were no abnormal
findings on chromosomal analysis in our patient.
It may be possible that only the very narrow G-
positive band 8q 24.12 is missing as suggested by oth-
er authors”.

Functional hand problems in patients with
TRPS type I seem to be rare and our patient did not
complain of such problems. However cases with
impaired hand functions have been reported'® and
degenerative changes of the hip in early childhood
are also seen in this disorder. The procedures to
correct or prevent the development of impaired
hand and hip functions are necessary. In addition,
the procedures for lengthening the affected pha-
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langes with Ilizarov apparatus may be tried’.

In summary, TRPS type 1 with diverse clinical
manifestations has been described. We think a
prompt and accurate assessment is important to
give genetic and cosmetic counselling and prevent
functional impairment of the affected joints.
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