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and 54% for TE. Specificity achieved lower values: 
34% for FAGA and 62% for TE. Trichoscopy can also 
precise the diagnosis of coexistence of FAGA and 
TE. Presented data proved that the trichoscopy is 
characterized by high sensitivity and specificity in the 
diagnosis of FAGA and TE and could be consider as a 
reference test for the diagnostic purposes.
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Figure 2: Telogen effluvium. Trichoscopy of the frontal area of the 
scalp (c: 20-fold and d: 70-fold). Thin- and medium-sized hairs, 
single-hair and double-hair units

Figure 1: Androgenic alopecia. Trichoscopy of the frontal area of 
the scalp (a: 20-fold and b: 70-fold). Blue arrows – yellow dots, 
red arrows – vellus hairs

Pseudopelade of Brocq in 
two brothers: Possible role 
of hereditary factors in the 
pathogenesis

Sir,
Pseudopelade of Brocq is a primary lymphocytic 
cicatricial alopecia characterized by flesh colored 
patches of alopecia without apparent perifollicular 
inflammation.[1] Only few cases of pseudopelade of 
Brocq occurring in multiple members of the same family 
have been previously reported.[2-5] We herein present a 
further report of familial pseudopelade of Brocq (PPB) 
occurring in two brothers in their third decade.

A 29-year-old young man (index case) presented with 
a complaint of patchy hair loss over scalp for the last 
2 years. He was continuing to develop new lesions and 
the older lesions were also gradually increasing in size, 
although the lesions themselves were asymptomatic. 
His younger brother, who was 26 years old, also gave 
history of similar patches over scalp. The younger 
brother had the lesions for the past 3-4 years and the 
disease was similarly progressive as his elder brother, 
but was more extensive than in the latter. There was 
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no history of papules, pustules or plaques preceding 
the alopecia in any of the brothers. Also, there was no 
history of any other cutaneous or systemic illness in 
both of them. On examination of the index case, there 
were multiple, 1-2 cm sized, discrete-to-confluent 
patches of scarring hair loss over the vertex, occipital 
and parietal scalp. The patches were showing minimal 
atrophy and wrinkling and were skin colored. But 
scarring was present, characterized by shiny skin with 
lack of follicular ostia [Figure 1a]. There was complete 
absence of any inflammation, either within or around 
the patches/surrounding follicles and there were 
no scaling, crusting or follicular papulo-pustules. 
Examination with a magnifying lens did not reveal 
any exclamation mark hair or any leucotrichic hair in 
the surrounding area. Hair pull test was negative. The 
younger brother had similar lesional morphology, but 
more extensive involvement of the vertex [Figure 1b], 
parietal, occipital and temporal areas of scalp. Rest 
of the scalp, facial and body hair were uninvolved 
in both brothers and there were no other cutaneous, 
mucosal or nail findings. KOH examination from 
the scalp and adjacent hair was done just to rule out 
tinea capitis, and it was negative in both siblings. 
Skin biopsy, with the differentials of pseudopelade 
of Brocq and long standing alopecia areata, was done 
from representative sites in both brothers. It showed 
unremarkable epidermis and a single follicular scar 
traversing the dermis longitudinally without any 
surrounding scarring or inflammation, along with 
atrophy of arrector pili and complete absence of 
the sebaceous unit [Figure 2], the histopathological 
findings being compatible with PPB in accordance 
with criteria given by Braun-Falco et al.[6] There was 
no history of alopecia in any other family member 
except for patchy baldness in maternal uncle [Figure 3, 
showing the pedigree chart], which was reported to 
be persistent, despite using several therapies (he was 
unavailable for examination). None of them had taken 
any definitive treatment in the past. We started both 
brothers on oral mini pulse (dexamethasone 2.5  mg 
each on 2 consecutive days every week) in order 
to arrest disease progression which had occurred 
more rapidly over the past 6 months. But they were 
subsequently lost to follow up.

Pathogenesis of PPB is not completely understood as 
yet. Some of the suspected factors include acquired 
autoimmunity, Borrelia infection and senescence of 
follicular stem cell reservoir.[7] Few case reports and 
case series of familial PPB indicate that heredofamilial 

Figure 3: Pedigree chart showing affected siblings as solid blocks. 
Maternal uncle (?) had history of persistent patchy alopecia but 
was unavailable for examination

Figure 2: Unremarkable epidermis with paucity of pilosebaceous 
units and no dermal inflammation. A linear scar is replacing the 
follicle completely (running perpendicular to the epidermis) and 
is surrounded by atrophic arrector pili. There is no widespread 
scarring (H and E, x40)

ba

Figure 1: (a) Elder brother (index case) with scarring alopecia 
showing typical “footprints in the snow” appearance and lack of 
atrophy. (b) Younger brother with extensive cicatricial alopecia 
on vertex showing reticulate pattern of scarring

factors may be important in its pathogenesis [Table 1]. 
Although Sahl et al[4] have proposed that PPB could 
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be transmitted in an autosomal dominant pattern, we 
have our reservations about it. First, the Mendelian 
inheritance is complex and can be known accurately 
only if complete pedigree evaluation of two to three 
generations is carried out. Second, inheritance patterns 
of a hitherto non familial disorder cannot be generated 
based on a single or even few case reports. Third, no 
single pattern of inheritance can be proposed from the 
above reported cases. Finally, considering that most of 
the cases have shown variations in age of onset and 
clinical extent, incomplete penetrance and variable 
expressivity may also be suggested. In addition, since 
most of the familial cases have been among siblings, 
an infectious agent inciting the follicular inflammation 
and thus leading to cicatricial alopecia cannot be 
ruled out with certainty. If we consider maternal 
uncle of our patients to have PPB (which could not be 
confirmed clinically or histologically), then the pattern 
in our cases seems to be that of X linked recessive 
inheritance. Therefore, detailed genetic studies and 
linkage analysis are required to conclusively prove 
that genetic factors are playing a role in the causation 
of PPB and current data on this is sufficient merely to 
arouse suspicion and not to prove.

Treatment of PPB is difficult as with other scarring 
alopecias and no standard protocol exists. Active 
disease, as assessed by progression of lesions or hair 
pull test positivity or the presence of lesional symptoms, 
needs to be treated. Variable success rates have been 
reported with topical corticosteroids, intralesional 
triamcinolone acetonide (10 mg/mL), prednisone, oral 
mini pulse (OMP), hydroxychloroquine, isotretinoin 
and mycophenolate mofetil.[7,8] Surgical options are 
considered when the disease is stable for at least 
two years and include autologous hair transplantation 
and scalp reduction surgery. Oral mini pulse (oral 

dexamethasone/betamethasone on two consecutive 
days every week) has been used extensively in India for 
reducing side effects of daily steroids in disorders like 
active/ progressive vitiligo, alopecia areata and lichen 
planus. Oral mini pulse has also been mentioned as 
a treatment modality for cicatricial alopecias,[9] which 
we used in our patients.
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Table 1: Reported cases of familial pseudopelade of Brocq

Author, year (reference) Cases Age at onset Duration of disease Associated factors/diseases
Current report 2 brothers 27 years and 22 years 2 years and 4 years, 

respectively
None

Sharma et al., 1993[2] 2 brothers and 1 
younger sister 

26 years and 18 years in 
brothers, 8 yrs in sister 

12 years, 10 years and 
14 years respectively

Not mentioned

Collier et al., 1994[3] 2 brothers 5 and 7 years 2 years and 6 months, 
respectively

Asthma in both and atopic 
dermatitis in 1 sibling

Sahl et al., 1996[4] Mother and son 14 years in mother, 16 
years in son

30 years and 3 years, 
respectively

Raised serum uric acid, total 
cholesterol and anti-nuclear 
antibody (ANA) in mother. Not 
mentioned for son

Adams et al., 2010[5] 10 siblings (6 females 
and 4 males)

5 to 6 years Unknown 1 female child had lichen planus, 
vitiligo and iron deficiency anemia
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D66H mutation in GJB2 gene in 
a Chinese family with classical 
Vohwinkel syndrome

Sir,
Vohwinkel syndrome (VS; OMIM 124500), also 
known as mutilating palmoplantar keratoderma, is a 
rare autosomal dominant skin disease first described 
by Vohwinkel in 1929. VS is characterized by diffuse 
hyperkeratosis of palms and soles, a honeycomb 
appearance, starfish-like keratoses, and constriction 
bands leading to auto-amputation of the digits (pseudo-
ainhum). Two candidate genes, LOR and GJB2, were 
identified by Maestrini et al. in 1996 and 1999, 
respectively.[1] GJB2 encodes connexin 26 (Cx26), a 
component of intercellular gap junctions. VS caused 
by mutation of GJB2 usually involves deafness and 
is considered to be classical VS. Mutation of the LOR 
gene (encoding loricrin) causes VS with concomitant 
ichthyosis and is classified as a variant VS.

Here, we report classical VS caused by D66H mutation 
in GJB2 in a Chinese family. To our knowledge, this is 
the first time to suggest that D66H mutation in GJB2 
gene is involved in the etiology of Chinese classical 
VS. The study was approved by the Ethics Committee 
of the Shandong University and conformed to 
Declaration of Helsinki Principles.

A four-generation family of 32 individuals, including 
five affected individuals (one male and four females), 
was identified in the Shandong province of China. The 
mode of inheritance was determined to be autosomal 
dominant [Figure 1]. All patients had similar clinical 
symptoms, characteristic of the disease, as previously 
described [Figures 2a-c], and all affected individuals 
had moderate-to-severe sensorineural hearing 
loss. The patients were in good general health. No 
ichthyosis, eye abnormalities, facial dysmorphism, 

oral leukokeratosis, dental and hair anomalies were 
found.

Our patient had been treated with acitretin 30 mg 
daily and Chinese herbal drugs whose main function 
is activating blood circulation and dissipating blood 
stasis, these medications made some improvement in 
the condition, significant thinning of the keratoderma 
and release of the pseudo-ainhums were seen.

After informed consents were obtained, peripheral 
blood samples were collected from all five affected and 
seven unaffected family members, as well as 100 healthy 
controls. DNA was extracted, and the entire coding 
region of the GJB2 gene was amplified by the polymerase 
chain reaction (PCR) using the following primers: 
forward 5´-ACCTGTTTTGGTGAGGTTGTG-3´ and 
reverse 5´-CCATTGTGGCATCTGGAGTT-3´. PCR 
products were bidirectionally sequenced using an ABI 
3730XL automated sequencer.

D66H mutation in GJB2 gene, resulting in a histidine 
to aspartic acid substitution at codon 66 of Cx26 
[Figures 3a and b], was found in all affected individuals 
of this family, while none of the 12 unaffected family 
members or the 100 control individuals possessed this 
mutation. These results suggest that this locus is not 
polymorphic in the Chinese Han population.

D66H mutation in GJB2 gene was first identified by 
Maestrini et al. in three unrelated families, which come 
from different countries (British, Italian and Spanish), 
presenting with classical VS.[1] Here, we report a 
D66H mutation in a Chinese pedigree presenting with 
classical VS. Our results further support the theory 

Figure 1: The pedigree of the Chinese family with classical 
VS showing autosomal dominant inheritance. Arrow indicates 
proband. I, II, III, IV: Generation numbers. 1-17: Study object
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