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Introduction: Hereditary ichthyosis is common name for many dry and scaly skin 
disorders ranging in frequency from common to very rare [1]. Clinical genealogical 
analysis of hereditary forms of ichthyosis (from 1989 to 2018) are conducted in the 
Republic of Sakha (Yakutia), Russia. 
Materials and Methods: Data was collected from the medical cards of patients of the 
“Republican Genetic Register of Hereditary and Congenital Pathology of the Republic 
of Sakha (Yakutia)” of the Medical Genetics Center of the Republican hospital No1 
“National center of medicine”. Blood samples were drawn from 10 patients for clinical 
exome sequencing.  
Results: The number of patients with ichthyosis is 126 patients (104 families) according 
to the genetic register of Yakutia according to date of 2018. The frequency of ichthyosis 
was about 1/7675, prevalence is 13,0 to 100 000. Gender: 94 men (74.6 %), 32 women 
(25.4 %). Ethnicity: Yakut – 109 (86.5 %), Russian – 17 (13.5 %). In four families 
affected patients of both genders and in ten cases only males. All patients had dryness, 
peeling of the skin. In some cases, more severe symptoms were noted in the form of 
pityriasis peeling, follicular keratosis. The manifestation varied from birth to 
adolescence. Results of clinical exome sequencing showed variants in ALOXE3 c.1604A 
> G (4/10), KRT10 c.458T > C (1/10), STS c.1334A > G (1/10), suspected deletion in X 
chromosome (2/10). Two patients were without found variants. Patients with the same 
c.1604A > G variant in ALOXE3 demonstrated mild phenotype: mild/moderate erythema 
with fine white scale, palmoplantar hyperkeratosis as described in literature [2–6]. 
Patient with c.458T > C variant in KRT10 demonstrated phenotype of collodion baby.  
Conclusions: It is difficult to establish the type of inheritance and further medical and 
genetic counseling due to genetic heterogeneity and the similarity of the clinical features 
of ichthyosis. Thus, there is a strong need in a highly specific diagnostic method and in-
depth research study for precise diagnosis, treatment and prevention of these diseases.  
Acknowledgements: The study is supported by Grant FSRG-2020-0014 “Genomics of 
Arctics: epidemiology, hereditary and pathology”. 

References 
1. Oji V., Tadini G., Akiyama M., Blanchet Bardon C., Bodemer C., Bourrat E. et al. Revised 

nomenclature and classifica- tion of inherited ichthyoses: results of the First Ichthyosis Consensus 
Conference in Sorèze 2009. J Am Acad Dermatol. 2010;63:607-641. 

2. Yu Z., Schneider C., Boeglin W.E., Marnett L.J., Brash A.R. The lipoxygenase gene ALOXE3 
implicated in skin differentiation encodes a hydroperoxide isomerase. Proc Natl Acad Sci USA. 
2003;100:9162-9167. 



446 BGRS/SB-2022 

3. Rodríguez-Pazos L., Ginarte M., Fachal L., Toribio J., Carracedo A., Vega A. Analysis of TGM1, 
ALOX12B, ALOXE3, NIPAL4 and CYP4F22 in autosomal recessive congenital ichthyosis from 
Galicia (NW Spain): evidence of founder effects. Br J Dermatol. 2011;165:906-911. 

4. Eckl K.M., de Juanes S., Kurtenbach J., Nätebus M., Lugassy J., Oji V. et al. Molecular analysis of 250 
patients with auto- somal recessive congenital ichthyosis: evidence for mutation hotspots in ALOXE3 
and allelic heterogeneity in ALOX12B. J Invest Dermatol. 2009;129:1421-1428. 

5. Jobard F., Lefèvre C., Karaduman A., Blanchet-Bardon C., Emre S., Weissenbach J. et al. 
Lipoxygenase-3 (ALOXE3) and 12(R)- lipoxygenase (ALOX12B) are mutated in non-bullous 
congenital ichthyosiform erythroderma (NCIE) linked to chromosome 17p13.1. Hum Mol Genet. 
2002;11:107-113. 

6. Eckl K.M., Krieg P., Küster W., Traupe H., André F., Wittstruck N. et al. Mutation spectrum and 
functional analysis of epidermis- type lipoxygenases in patients with autosomal recessive congenital 
ichthyosis. Hum Mutat. 2005;26:351-361. 

  


	Пустая страница
	Пустая страница



