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Abstract:The prevalence of Autism Spectrum Disorders (ASD) is steadily rising,
with current CDC data indicating that 1 in 36 children are diagnosed with ASD. This
study presents a four-year clinical and molecular-genetic observation of three
siblings with ASD symptoms and a shared SOX5 gene mutation inherited maternally.
The genetic variant ¢.310C>G (p.His104Asp) was identified in heterozygous form
in two siblings and their mother, but not in the father or youngest sibling.
Psychological evaluations showed significant adaptive and communicative deficits
in the eldest child, moderate deficits in the middle sibling, and early motor
stereotypies in the youngest. The mutation affected transcriptional regulation
functions, suggesting its pathogenicity in ASD development.

Conclusion: This familial case highlights the contribution of SOXS5 gene mutations
and CNVs to ASD pathogenesis. Genetic screening and neurodevelopmental
monitoring are essential in managing high-risk families. Future research should
focus on genotype—phenotype correlations and mechanisms of neurodevelopmental
disruption in ASD.
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AKTYyaJIbHOCTH XUPYpPrudecKasi KOppeKUUs TMIOCHaJANH y I€TEel COMPOBOKIAETCS
3HAYUTEIbHBIMA OOJEBBIMH OIYLICHUSIMU, YTO TpeOyeT HaleKHON aHaJbre3UU.
KomOunupoBanHas aHecte3uss — codyeTaHHe OOIEe U peruoHapHoO —
CITOCOOCTBYET CHIKCHHIO OOJIM, YMEHBIICHUIO HCIOJIb30BaHUS HAPKOTUUECKUX
aHAJbI€TUKOB U MUHUMHU3AIMHU TOOOUHBIX 3(h(PEKTOB.
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Heapr wuccaegoBanusa OueHuTh 3(P(HEKTUBHOCTh M 0€30MACHOCTh NMPUMEHEHUS
KOMOMHHMPOBAaHHOM aHeCTe3nu (00N HApKO3 U perMOHapHasi aHECTE3Ms) y IeTEH,
NEPEHECIINX KOPPEKLHUIO TUIIOCHaANuU, ¢ TOYKU 3PEHUS KaueCTBA AHAJIBIE3UU U
[OCJICONEPALIUOHHOTO BOCCTaHOBIICHUS.

MarepuaJjnbl 1 MeToabl O0cnenoBano 50 nereii B Bozpacte oT 2 10 10 jieT, KoTopsIM
MPOBOJIMJIOCH XUPYPTUYECKOE JICUCHHWE THUIOCMIATuU 0] KOMOWHHUPOBAHHOM
aHectesuedl. B kadecTBe pernoHapHOTO KOMIIOHEHTAa MPHUMEHsUIM OyNHBaKauH.
OrneHnBaNUCh: JIUTEIBHOCTh 00€300IMBaHMs, MOTPEOHOCTh B JOMOJHUTEIBHBIX
aHaJIbreTHKaX, KaueCcTBO MPOOYKIACHHs, HATHUre TOOOYHBIX 3(PPEKTOB.
Pe3yabTarhl U 00cyxaeHue CpenHsis MpoaoHKUTETbHOCTD IeUCTBUS OyBaKanHa
cocraBwia 6 4acoB. KomMOMHMpOBaHHBI MeTOA obecrneunBan CTaOUIbHOE
o0e30onuBanue u kKoMdopTtHoe mnpodyxaeHue. [lobounbie >¢hdexTsl He ObUH
3aperucTpupoBaHbl. J(ONMOJHUTENbHBIE aHAJIBIETUKU TPEOOBAINCH E€IMHUYHBIM
HaleHTaM B IEPBbIE Yachl IIOCIIE ONEPAIIH.

BoiBoabl KomOuHupoBaHHas aHecte3usi siBisiercs 3ddexTuBHON U Oe3omacHOU
METOAMKON TMpU XUPYPrUUYECKOM KOppeKUMH Trunocnaauu y gereil. OnHa
CIOCOOCTBYET CHUKEHHIO OO0JIEBOIO CHHJpPOMa, YMEHbBIIAET NOTPEOHOCTh B
JOTIOTHUTENbHBIX 00€300IMBAIOIIMX CPEJICTBAX M 00ecreunBaeT OIaronpHsITHOE
MOCJICOTIEPAIMOHHOE BOCCTAHOBIICHHE.
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Abstract: Hypospadias repair in children requires adequate analgesia due to the
sensitivity and duration of the procedure. This study evaluated the efficacy and
safety of combined anesthesia—general anesthesia plus regional block with
bupivacaine—in 50 children aged 2 to 10 years.

The average analgesic effect lasted 6 hours. Most patients experienced smooth
awakening without complications. Minimal additional analgesic use was noted in
the early postoperative period. Combined anesthesia proved to be a reliable and
effective method for pain control in pediatric hypospadias correction, enhancing
postoperative comfort and reducing opioid use.
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