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GENETIC INSIGHTS INTO
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Thalassemia is the most prevalent form of inherited anemia
throughout the world. It is estimated by the World Health
Organization that approximately 60,000 babies are born
with significant thalassemia each year. This study uncovers
the role of LRP5 (rs4988321, rs3736228) and VEGF
(rs699947) genetic variants as genetic modifiers affecting
vascular and skeletal complications by examining their
frequency and association in f-thalassemia patients. The
T allele of LRPS gene SNP rs3736228 was more prevalent
in patients (66%) than controls (24%) and exhibited strong
relationships under different genetic models, confirming its
contribution to disturbed Wt signalling and decreased bone
homeostasis. Similarly, patients had a higher prevalence of
the A allele of VEGF rs699947 (9%) as compared to that
in controls (4%), indicating its role in vascular dysfunction
especially iron overload and disease vulnerability. These
results highlight the potential of VEGF and LRPS5 gene
polymorphisms as predictive biomarkers for skeletal and
vascular problems associated with thalassemia.

Key words: p-thalassemia, Wht signaling, bone homeosta-
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T'EHETUYHI BITOMOCTI ITPO B-TAJTACEMIIO:
3B’A30K IMOJIMOP®DI3MIB LRP5

I VEGF 31 CKEJIETHUMUA

TA CYAMHHUMUN YCKIIAOIHEHHAMHN

Tanacemiss — 1e HaitnomMpeHina ¢opMa craakoBoOi
aHeMil y BcboMy CBiTi. 3a ouiHkamu BcecBiTHBOI op-
raHizaiii OXOpOHM 3I0POB’Sl ILOPOKY HAPOIKYETHCS
omsbko 60 000 miteit i3 3HauHOlO TaymaceMicio. lle
JOCJTIKEHHS PO3KPUBAE POJIb FEHETUYHUX BapiaHTIB
LRPS (rs4988321, rs3736228) ta VEGF (rs699947) sax
TeHeTUYHUX MOIM(iKaTopiB, 110 BIJIMBAIOTH HA CYIUH-
Hi Ta CKEJIETHi YCKJIAJHEHHS, LUISIXOM BUBYEHHS 1X-
HbOI YaCTOTH Ta acouialii y MalieHTIiB 3 B-TajlaceMi€elo.
Anenb T rena LRPS5 SNP rs3736228 OGyB OGinblll MOIIM-
peHUit cepen TallieHTiB (66 %), HiX y KOHTPOJBbHIl
rpymi (24 %), i JeMOHCTPYBaB CHJIbHI B3a€MO3B’SI3KU B
Pi3HUX TEHETMYHUX MOJMEJSX, 1110 MiATBEPIKYE HOro
BIUIMB Ha MOpPYILIEHY CUTHali3auito Wnt i 3HWXEHUI
roMeocTa3 KiCTOK. AHAJIOTIYHO, y Malli€HTiB OyJia BUIIA
rorpeHicTh anesst A VEGF rs699947 (9 %) mopiBHSIHO
3 KOHTPOJIBHOIO TIpymoro (4 %), 1o BKa3ye Ha ii poib
Yy CYOMHHIi Auc@YHKIIil, 0cCOOJIMBO B NEpeBaHTAXXEHHI
3aJ1i30M Ta BPa3JMBOCTI A0 3axBoproBaHHs. Lli pe3yiab-
TaTU TAKPECTIOTh IMOTEHIlian IMoJaiMOpQi3MiB TeHiB
VEGF ta LRP5 K NPOrHOCTUYHUX OioMapKepiB CKe-
JIETHUX Ta CYAMHHMX MpoOsieM, MOB’d3aHMX i3 Taja-
CeMIiE€l0.

Karouoei caosa: B-tanacemisi, Wnt-curHaniHr, KicTKOBUI
TOMEOCTa3, aHTioTeHe3, TIepeBaHTaKEHHS 3aJTi30M, TTPO-
THOCTUYHMI GioMapKep.
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