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Introducere. Sindromul Chanarin-Dorfman (SCD), o tulbu-
rare genetica rara, manifestata prin piele uscatd, solzoasa
(ihtioza) si acumularea de picaturilipidice in diverse tesutu-
ri, reprezentand o fascinanta intersectie intre dermatologie
si genetica. Scopul lucrarii. Evidentierea aspectelor clinice
si genetice ale sindromului Chanarin-Dorfman, precum si
implicatiile acestora pentru diagnostic, tratament si cer-
cetare. Material si metode. Studiul a prevazut revizuirea
literaturii medicale din PubMed, precum si consultarea de
resurse online (atlase de hematologie), pentru a obtine in-
formatii actualizate despre sindromul Chanarin-Dorfman.
Rezultate. Analiza statisticd a 147 de pacienti diagnosti-
cati cu SCD a relevat o predominanta masculina (52%), cu
varsta mediana de 9 ani. Etnicitatea turca a fost cea mai
frecventa (32%), urmata de cea indiand (15%) si italiana
(10%, 1n special siciliand). Consangvinitatea a fost obser-
vatd in 43% dintre cazuri, cu o prevalentd semnificativ mai
mare In randul pacientilor turci (70%). Simptomele majore
includ ihtioza, cu constatari fizice comune de hepatomegalie
(60%), ectropion bilateral (29%) si enzime hepatice cres-
cute (ALT 71%, AST 72%). Implicarea hepatica a fost sem-
nificativa, cu 85,9% prezentand ficat gras si 11,3% ciroza, in
timp ce miopatia a fost prezenta in 59% cazuri. Concluzii.
Rezultatele obtinute subliniaza importanta unui diagnostic
precoce si a managementului adecvat in SCD, evidentiind
necesitatea unei abordari multidisciplinare si a sprijinului
continuu pentru pacienti si familiile lor. Cuvinte-cheie: sin-
drom Chanarin-Dorfman, ihtioza, picaturi lipidice, consan-
guinitate, prevalentd, hepatomegalie, miopatie.
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Background. Chanarin-Dorfman syndrome (CDS), a rare
genetic disorder, manifests through distinctive features
such as dry, scaly skin (ichthyosis) and the unusual accu-
mulation of lipid droplets in various tissues, offering a fasci-
nating intersection of dermatology and genetics. Objective
of the study. Examine and highlight the clinical and genetic
aspects of Chanarin-Dorfman syndrome, as well as their im-
plications for diagnosis, treatment, and research. Material
and methods. The methods and materials used involved
reviews of medical literature, with a focus on articles from
PubMed, as well as consulting online resources such as
hematology atlases, to obtain updated information about
Chanarin-Dorfman syndrome. Results. Statistical analysis
of 147 patients diagnosed with CDS revealed a male pre-
dominance (52%), with a median age at presentation of 9
years. Turkish ethnicity was the most common (32%), fol-
lowed by Indian (15%) and Italian (10%, particularly Sicil-
ian) origins. Consanguinity was observed in 43% of cases,
notably higher in Turkish patients (70%). Major symptoms
included ichthyosis in all patients, with common physical
findings of hepatomegaly (60%), bilateral ectropion (29%),
and elevated liver enzymes (ALT 71%, AST 72%). Liver in-
volvement was prominent, with 85.9% showing fatty liver
and 11.3% cirrhosis, while myopathy was presentin 59% of
cases. Conclusion. The findings underscore the importance
of early diagnosis and proper management in CDS, high-
lighting the necessity of a multidisciplinary approach and
ongoing support for patients and their families. Keywords:
Chanarin-Dorfman syndrome, ichthyosis, lipid droplets,
consanguinity, prevalence, heterogeneity, hepatomegaly,
myopathy.



