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Hey words, Stickler syndrorme. hereditary hearing loss,
wollagern.

Backgroumnd: Stickler syndrome is a group of hereditary
conditions in the collagen connective tissue that can in-
clude a distinctive facial appoecarance, hearing loss, eye alb-
mormmalities, amd joint problemms. A characteristic feature
of Stickler syndrome is a sormewhat flattened facial ap-
rearance. The hearing loss is both conductive and serm-
sorinewural amnd svaries in degree and may becormme more
sewvers as agge incoreases. Stickler symdrornme affects amn os-—
titTmated 1 i 7.500 to 90HF newhbhorns, The diagnosis of
Stickler symnmdromme is clinically based, but understanding
the gmenetic basis of this syndrome is important because
numerons independent genes have been identified. Stick-
ler symdronie can be inherited in anmn aurosaormal dominant
manier or in an antosaormal recessive manner dependimng
o the gene that has a change (mutation or pathogen-
ic wvariantl). Wwhen Srtickler syndrorme is caused by patho-
genic variants i OO A T, CCOL P FAT, or O F A2 gemnes,,
it is inherited in an autosornrval dorminant mannoer. Pathy-
oEenic variants i O oy F, CCORLe 2 or O 943 genes
cause Srtickler symdrormme inherited in autosomal recessive
nranmner. Between S0-90% ol all cases are classified as type
I and are caused by rmutarions in the O 2 7 gene. Ari-
other 10-20% of cases are classificd as type IT and resuale
from mutations in the O 7 7.A T gene.

MMaterial amngd methods: UUsing moaleccular goemetic teck-
nigues., the identification of goenes associated with hear-
ing impairmment in Stickler symdrorme wwill alloss soresmirg
and poassible therapyw for the hearimng impaired. S cacly
diagnoasis can be made and early intervention can be pur—
sued o establish,. preserwve. or restore fuamnctiomnal heascimg
tor rmaxirnize specch-language developrment in the setting
of verbal communiication. and allows genetic counsaling
for thee Farmilies.

Results: The typical structure of collagen. a triprle helis of
three procollagen fibrils allowws it to performnm the cell ad-
hesion function, strengthening the structures where it is
prescnt. IF one o the fAibrils is missing., the proteim coar-
Plex canmot fualfhl its fumnction in the living cell, and the cell
probalbly have an abnorsmal funciion and the symptomnms of
Usher™” syvmdromme appear.
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Conclusions: Nescribe the presentation and genetics of
the Stickler syndrome. one of the most frequently occur- |
ring syndromes involving hearing loss and help the cor- .
rect diagnosis and treatment.
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