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AMOpUOoHanbHasa padgomMmuocapkoma
y nauueHTta ¢ cuHagpomom Koctenno

3o6uKkoBa 0.J1., 3umoBuHa T.C.
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AKTyanbHoctb. CuHapom Koctenno (CK) — penkui
MOHOTFEHHbIN CUHAPOM, NPOABASIOWNNCH MHOXKECTBEHHbLIMU
BPOXAEHHLIMW aHOMaUSAMU, HapyLLEHUSIMU NCUXOMOTOPHO-
ro u dusndeckoro passutnga. OcobeHHocTblo CK aBnstoTcs
HalMyne MHOMXKECTBEHHbIX ManuiOM W MOBbIWEHHbIA PUCK
pa3BUTUSA 3/10Ka4eCTBEHHbLIX HOBOOOPa30BaHUN.

Llenb uccnepoBanus. OnucaHne KIMHUYECKOro Habto-
[leHns nauumeHTa ¢ cuHapoMom KocTensio, 06yCnoBIEHHOMO
natoreHHblM BapuaHToM c€.34G>A reHa HRAS wu am6pwuo-
HanbHoOM pabaomuocapkomor (PMC).

MauueHTbl U MeToAbl. [TaLneHT — eBO4YKa B Bo3pacTe
2 net 2 Mec, C MHOXECTBEHHbIMW aHOMaSTUAMU, 3aJEPHKON
NCUXOPEYEBOro, MOTOPHOIO PasBUTUA W 3IMOPUOHANBHOM
pabLoMMUOCapKOMOMN.

[narHo3s ycTaHOBJIEH MO pe3ynsTaTtaM reHeanorMyecKkoro
aHanusa, KIMHUYECKOro OCMOTPA, YNbTPa3BYKOBbIX AAHHbIX,
MarHWTHO-pe30HaHCHOM Tomorpadun OopraHoB OPIOLIHOM
NnonoCTM U Manoro tasa, rMCTONIOrMYECKOro UccnefoBaHus
ONyX0NW W [aHHbIX MONEKYNAPHO-FEHETUYECKOIO UCCNeno-
BaHUS.

Pesynbratbl. [po6aHg — pgeBovka oT 3-i 6epemen-
HOCTW Yy 3[40pOoBbIX poauTenen. Crapwwue 6pat M cectpa
300p0Bbl. Pe6GeHoK poauncs B cpoke rectaumn 40 Hen
¢ maccon 3980,0 r, anuHHon Tena 53,0 CM, OKPYXKHO-
cTbto ronosbl 35,0 cM. C poXAEHUSA Onpefensnncb CroX-
HOCTU BCKapM/IMBaHWS, MblllevyHas runotoHus. MNpu ocmo-

Tpe B BO3pacTe 2 fneT U 2 Mec OTMeYaluCb 3ajeprKa
NMCUXOPEYEBOro Pas3BUTUS, NWLIEBble AUCMOPOUKU: MaKpo-
uedanus, peakue BONOCbI U OPOBU, LUIMPOKUKM 106, CXOAH-
ueecs Kocornasue, nyxible LWeKW M rybbl, 6GOMbLIOM pPOT,
AMCNIACTUYHbIE YLIHbIE PaKOBUHbI. [oka3aTtenu dbuanyecko-
ro pasBuTUA cooTBeTcTBOBaNM 3—10-My MepueHTUIlo And
[aHHoro Bospacrta. Onpefensnucb CMYrbi LBET KOMHbIX
MOKPOBOB, ManwWaoMbl B MPOEKLWM MPABOro KONEHHOro
cycTaBa, rMy6OKWE NafOHHble W MOLOWBEHHbIE CKNafKW;
KOpPOTKas LWes, rMnepmMobunbHOCTb MENIKUX CycTaBoB. [pu
OxoKI ycTtaHOBneH CTeHO3 nero4Hon aptepwuu. Mpu Y3U
OpraHoB Masioro Tas3a [MarHocTMpoBaHO o6pa3oBaHue
NeBoro sfiMyHuKa. locneonepalMOHHOE TUCTONOrMYECKOE
uccnegoBaHue ONpeaennsio TUM Onyxonu: aMOpUOoHanbHas
PMC. MoneKynsipHo-reHeTM4ecKoe uccneaoBaHne yCcTaHoBU-
/10 HanM4ne naToreHHoro BapuaHTa ¢.34G>A (p.G12S) reHa
HRAS, o6ycnosnuBatowero passutne CK.

3akniovyeHue. PUCK pa3BUTUS 310Ka4YECTBEHHbIX 06pa-
30BaHuKM y nauneHToB ¢ CK oueHnBaetca B 17%. Hanbonee
YyacTton onyxonblto asnsetcad PMC, B 6onee pefkux ciaydasax
perncTpupyloTcs HempobaactoMa U KapLuMHOMa MO4YeBOro
ny3bips. MpeacraBneHHoe HabnogeHWe NoKkasblBaeT HeoO-
XOAMMOCTb COOG/MOAEHNS PEKOMEHAOBAHHOIO MPOTOKONa
Y3-CcKpuHuHra Kaxable 3—6 mec 1o 8—10 neT *KM3HU pebeH-
Ka Ha Hannyne PMC ang BO3MOXHOCTU Ha3Ha4YeHUs CBOEB-
peMeHHON Tepanuu.



