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Acne Inversa, Familial 
 
 
Alternative Names 
Hidradenitis Suppurativa, Familial 
 
Record Category 
Disease phenotype 
 
WHO-ICD 
Diseases of the skin and subcutaneous tissue > 
Disorders of skin appendages 
 
Incidence per 100,000 Live Births 
101~ 
 
OMIM Number 
142690 
 
Mode of Inheritance 
Autosomal dominant 
 
Gene Map Locus 
1q23.2 
 
Description 
Acne inversa is a chronic relapsing inflammatory 
and painful skin disease characterized by recurrent 
draining sinuses and abscesses, predominantly in 
skin folds that carry terminal hairs and apocrine 
glands.  The inflammation occasionally leads to 
squamous cell carcinoma.  Healing occurs with 
substantial scarring.  The prevalence of acne 
inversa has been estimated at 1 in 100 to 1 in 600.  
It affects women more often than men with a ratio 
from 2:1 to 5:1.  Both genetic and environmental 
factors have been identified as potential causes. 
 
There is no cure for acne inversa, but there are 
various treatments available, depending on the 
stage.  Mild cases can be treated with self-care 
measures, including local hygiene and ordinary 
hygiene, application of warm compresses with 
sodium chloride solution, losing weight, and 
stopping smoking.  Moderate cases may require 
medications such as: antibiotics, oral retinoid 
medications, and Nonsteroidal anti-inflammatory 
drugs.  For severe cases surgery may be necessary. 
 

Molecular Genetics 
Acne inversa is an autosomal dominant disease 
more than one genomic reason is responsible for it.  
Rare mutations have been reported in Presenilin-1 
(PSEN1), Presenilin Enhancer-2 homolog 
(PSENEN), and Nicastrin (NCSTN) genes and on 3 
loci on chromosome 1, 6 and 19 mostly with 
autosomal dominant inheritance.  Familial acne 
inversa-2 is caused by haploinsufficiency for the 
PSENEN gene on chromosome 19q13.1.  Familial 
acne inversa-3 is caused by haploinsufficiency for 
the PSEN1 gene on chromosome 14q24.3. 
 
Epidemiology in the Arab World 
Morocco 
Hali et al. (2010) conducted a retrospective study 
on patients presenting suppuration of the gluteal 
region and hospitalized between years 1987 and 
2008.  In 44 males and 16 females (mean age: 44 
years, average illness duration: 6.5 years), various 
etiologies included: acne inversa (27 cases), 
cutaneous tuberculosis (10 cases), Crohn's disease 
(nine cases), phlegmon-carbuncle (eight cases), 
tumors (four cases) and deep mycosis (two cases). 
 
Palestine 
Al-Ali et al. (2010) reported on a Palestinian family 
presently living in the UAE.  The pedigree consists 
of 38 individuals, seven of whom were affected 
with acne inversa.  The anomaly ranged from 
moderate to severe, involving anogenital parts of all 
affected individuals.  In addition, inflamed lesions 
on the groin, armpits, scalp, neck and nipples were 
also noticed.  Al-Ali et al. (2010) thought that the 
phenotype might be allelic to known loci on 
chromosome 1p21.1-1q25.3.  Linkage analysis for 
the candidate genomic regions using nine 
microsatellite markers showed no linkage.  The 
study emphasized that acne inversa is genetically 
heterogeneous and more than one genomic region is 
responsible for the disease phenotype. 
 
United Arab Emirates 
[See: Palestine > Al-Ali et al., 2010]. 
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External Links 
http://emedicine.medscape.com/article/1073117-

treatment 
http://www.mayoclinic.com/health/hidradenitis-

suppurativa/DS00818/DSECTION=treatments-
and-drugs  

http://www.orpha.net/consor/cgi-
bin/OC_Exp.php?lng=EN&Expert=387  
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