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Introducere. Sindromul Pfeiffer reprezinta o afectiune ge-
netica rara cu transmitere autozomal-dominant, cauzata de
mutatii heterozigote ale genei FGFR1 de pe cromozomul
8p11.22-p12saugenei FGFR2 de pe cromozomul 10q25-q26
cu risc de recurentd in familie pana la 50%. Frecventa bolii
este de 11a 100 000 de nou-nascuti. Scop. Prezentarea par-
ticularitatilor clinice si genetice la o fetita de 2 luni, pentru
a sublinia importanta diagnosticului precoce in identificar-
ea si abordarea sindromului Pfeiffer. Material si metode.
A fost evaluat cazul unei fetite de 2 luni, cu semne clinice
ale unei craniosinostoze asociata cu deformari ale fetei si
ale extremitdtilor. Investigatiile au inclus: examen clinic,
inclusiv evaluare ortopedica tomografia cerebrala (CT) cra-
niofaciala si teste genetic-moleculare (analiza mutatiilor in
genele FGFR1 si FGFR2). Rezultate. S-a evidentiat turice-
falie, hipertelorism ocular, hipoplazie a partii medii a fetei,
sindactilie partiala la maini si picioare. La CT craniofacial s-a
depistat fuziunea prematura a suturilor coronale bilaterale.
Analiza molecular-genetica: mutatie patogena heterozigota
in gena FGFR2 de pe cromozomul 10q25-q26, care codifica
receptorii 2 ai factorului de crestere a fibroblastelor cu rol
in caile de semnalizare celulara fundamentald in perioada
embriogenezei. Diagnostic: sindrom Pfeiffer tip I. Pacienta
a fost inclusa intr-un plan de monitorizare multidisciplinara
(chirurgie craniofaciala, genetica medicala, ortopedie pe-
diatrica). Concluzii. Abordarile clinico-genetice aplicate in
cadrul consultului medico-genetic, de comun cu metodele
de diagnostic neonatal au un rol crucial in identificarea pre-
coce a sindromului Pfeiffer si la prevenirea complicatiilor
prin tratamentul adecvat inca din primele luni de viata. Cu-
vinte-cheie: sindrom Pfeiffer, craniosinostoza, gena FGFRZ2,
mutatie.
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Introduction. Pfeiffer syndrome is a rare genetic disor-
der with autosomal dominant inheritance, caused by het-
erozygous mutations in the FGFR1 gene on chromosome
8p11.22-p12 or the FGFR2 gene on chromosome 10q25-
q26. The familial recurrence risk can be as high as 50%.
The frequency of the disease is 1 in 100,000 newborns.
Objective. Presentation of the clinical and genetic features
in a 2-month-old girl, highlighting the importance of early
diagnosis in the identification and management of Pfeiffer
syndrome. Material and methods. A case was evaluated
involving a 2-month-old girl presenting with clinical signs
of craniosynostosis associated with facial and limb defor-
mities. The investigations included a clinical examination
(including orthopedic assessment), craniofacial computed
tomography (CT), and genetic-molecular testing (mutation
analysis of the FGFR1 and FGFR2 genes). Results. Turiceph-
aly, ocular hypertelorism, midfacial hypoplasia, and partial
syndactyly of the hands and feet were identified during clin-
ical examination. Craniofacial CT revealed premature fusion
of the bilateral coronal sutures. Molecular genetic test-
ing identified a heterozygous pathogenic mutation in the
FGFR2 gene on chromosome 10q25-q26, which encodes
fibroblast growth factor receptor 2, involved in essential
cellular signaling pathways during embryogenesis. Diag-
nosis: Pfeiffer syndrome type 1. The patient was enrolled in
a multidisciplinary monitoring plan, including craniofacial
surgery, medical genetics, and pediatric orthopedics. Con-
clusion. Clinical-genetic approaches applied during medi-
cal-genetic consultations, in conjunction with neonatal di-
agnostic methods, play a crucial role in the early detection
of Pfeiffer syndrome and in preventing complications by
initiating appropriate treatment within the first months of
life. Keywords: craniosynostosis, Pfeiffer syndrome, FGFR2
gene, mutation.



