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BeegeHue. CnHapom Cayna — BunbcoHa (Saul-Wilson syndrome, pesikaa ¢opma ckeneTHoW gucnnasuu) Brep-
Bble Obln onvicaH B 1982 r. B MupoBoi nuTtepaType onybnnkoBaHbl AaHHble 0 16 naumneHTax, Bce Cilyyan cnopaguye-
ckne (de novo). KnuHuueckrne npoaBneHna BKIOYAKOT HU3KWI POCT, XapaKTepHble YepenHo-nuueBble gucmopdun,
6paxmpakTununio, Koconanoctb. OnncaHbl 3afepxKa MOTOPHOIO 1 PEYEBOro Pa3BUTKA, MUKpoLedanusa, TYroyxocTtb,
KaTapakTa, auctpodusa cetyaTku. YMCTBEHHOE pa3BuUTUE HOpManbHoe. B 2018 1. 6b110 YyCTaHOBNEHO, YTO NPUUYNHOW
3aboneBaHua asnsetcAa myTtauusa p.Gly516Arg B reHe COG4, BO3HUMKaOLWAA BCeACTBME 3aMeHbl €.1546G>A nnu
c.1546G > C.

Lienb nccnepoBanms. [MpeactaButb sTronoruio n GeHotun peakon Gopmbl CKeneTHOM AUCNNasnm, yCTaHOBEH-
HOW MO pe3ynbTaTaM MONIEKYNAPHO-TeHETUYECKOro CCNefoBaHmA.

Martepuanbi n metogbi. DeHOTUN NaLMeHTa OLEHMBAJICA C UCMOMb30BaHNEM JaHHbIX KIIMHUYECKNX OCMOTPOB,
Ny4yeBOW ANArHOCTUKM, KOHCYNbTaLWiA Bpayen-cneunanncToB, NpoBeaeHHbIX 3a 15-neTHun nepuog. lNposeneH ce-
NEKTUBHbIN CKPUHUHT Ha MeTabonnyeckre 6onesHu, onpegenieHne akTMBHOCTM IN30COMHbIX pepMeHTOB. Moneky-
nApHoO-reHeTUYecKoe nccnegosaHne obpasua JHK npobaHaa, BblgeneHHOW U3 NenkouuToB, NPOBEAEHO METOLOM
BbICOKOMPOW3BOAUTENIbHOrO CEKBEHUPOBaHMA (ncrnonb3oBaHa naHenb Clinical Exome Solution, Sophia Genetics).

PesynbTaThbl. [Ipo6aHA poamnack B cpoke 34 Hegenu rectaumm ¢ maccor (M) 1700 r, anviHon Tena 40 CM, OKpYX-
HocTbto rosiobl (OF) 34 cm. B mnageHuyecTBe oTMeueHbl NpoasneHus rugpouedanum (Y31), nosgHee 3akpbiTrie pog-
HUYKOB (Habntoganacb Helpoxupyprom). MefrKo-reHeTUYeCKasa KOHCYnbTalmMa NpoBeAeHa B 3-neTHeM BO3pacTe B
CBA3W C 3afepXxKol pusnueckoro (M=9050r., poct=75cm, O =47cm), MOTOPHOIO (CMAWT U CTOUT C MOALEPKKON,
He Nosi3aeT) U peyeBoro (MPOU3HOCUT CIIOTW, MPOCTbIe C/I0Ba) pa3BuUTUs. ODeHOTUM: LWNPOKIKIA 1106, KOHTYPUPOBAHbI
NOLKOXHble BEHbI, TMNepTenopn3m, 06paTHbIN 3MMKaHT, KOcornasme, rMnepMeTponusa, acTUrMaT3m, KOPOTKMIA HOC
C LUMPOKOWM CMNHKOW, NIOCKNIA GUABLTP, MaKpPOCTOMUA, TOHKME TybObl, KOPOTKanA LWed, KOPOTKasA 1 WNPOKasa rpyaHan
KNneTKa, YKOpoUYeHrie KOHeYHOCTel, 6paxupakTuamsa KUCTel 1 CToM, MNOCKOCTONME, KOPOTKME HOrTeBblE MIACTVH-
K1. B AgUHamMuKe MOTOpPHbIE HABbIKM YNyULIUANCh: 6€3 Nogaep»KKn CUUT € 3,5 NeT, CTOUT C 4 NeT, XoguT ¢ 5,5 neT.
B npouecce HabnogeHna (2005-2021rr) y naumeHTa oTMeyeHbl YacTble OPU, peunansmpytowmii oTuT, HapyLeHne
cnyxa, 3afiep>Ka peun (Mpomn3HOCUT CNoBa C 4 1eT, NPOCTble NpeasioxKeHus ¢ 6 neT), odpTanbmonormyeckme paccTpom-
CTBa, MPOrpeccrpymoLlas HU3KOPOCSIOCTb, MOPaXKeHNe cKeneTa. YCTaHOB/EHbl fedeKT MexnpeacepaHol nepero-
poaku (3xoKr), nobaBouHasa gonbka ceneseHku (Y3W). Mo gaHHbiM MPT naTtonorumn rofoBHOrO U CAVHHOTO MO3ra
He BbiABneHo. ObyueHune ¢ 8-neTHero Bo3pacTta Ha Aomy no obuienn nporpamme. lMpn ocmoTpe B Bo3pacte 18 net
OTMeYeHbl:KapNMKoBocCTb (P =104cm, Z:-8,5), runotpodua (M = 32kr, Z:-5,3), mukpouedanua (O =52cm, < 3 pre), Tyro-
YXOCTb, KaTapakTa, AUCNPONOPLUOHaNbHOE TENOC/IOXKEHME, KOPOTKOE TYNOBULLE, CKONNO3, KOPOTKNE KOHEYHOCTM,
Bblpa’keHHas bpaxmaakTUns, ’Mnoniasns TEPMUHaNbHbIX GanaHr, KOHTPAKTYPbl B KPYMHbIX CycTaBax. Ha R-rpammax
onpenenanocb ykopouyeHue n NCTOHYeHne Anadun3os, pacwmpeHmne meTapusos, merasnudusbl, No AaHHbIM MPT
CTeHO3 NO3BOHOYHOrO KaHana B cermeHTe C1-C2, knuHoBmAaHasa aedopmauma tTen TH11,12 no3BoHkoB. OcTeonopos.
YMCTBEHHOE U MONOBOE pPa3BuUTME HOpMasibHOe. [laHHble 1abopaToOpPHOro NCCefoBaHNA: YBENYEHNE aKTUBHOCTY
apuncynbdartasbl A B nna3me KpoBu o 45,9-58,2 Hmonb/yac/mn nnasmbl (Hopma 5,9-22 HMonb/Yac/mn), SKCKpeuuns
rMMKO30aMMHOTMNKaHOB B HOpMe. [1py MoneKynAapHO-reHeTUYeCcKom nuccreoBaHum y npobaHga obHapy»keHa myTa-
unsa p.Gly516Arg (NM_015386.3, c.1546G > A, rs1555575860) B reHe COGA4.

3akntoueHume. 10 COBOKYNHOCTU XapaKTePHbIX KINHNYECKUX MPOABNEHUI U pe3ybTaTOB MONEKYNAPHO-reHe-
TNYECKOro UCCNefOoBaHUA Mbl KNacCuGpuUUMPOBaANm AaHHbIA Ciyvall Kak cuHapom Cayna-BunbcoHa, 06ycnoBneHHbIl
reTepo3nroTHbIM HOCUTENbCTBOM MyTauum p.Gly516Arg B reHe COG4.



