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26-27 mapra 2024 PRIt S YepeaHukoBa K.A., lNorauesa 0.A., ®ununHa H.10., Pauropoackas H.10., Monskos B.K.
KoHdbepeHLNA Mo 0pdaHHbIM U AETCKUM *;_ ' ®IbOY BO Capatosckun [ MY nm.B.N. Pasymosckoro MuHsgpasa Poccuun, CapaTos
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SHOOKPWUHHBIM 3aboneBaHUAM IR BRIt i3 oo ARl L e —

JHAOKpPUHHAaA opdaHeTUKA:
NOCTUXXEHUS U NepcneKTUBbI

Cunpgpom lNpagepa-Bunnu (ClB) — peakoe reHeTn4yeckoe MysribTUCUCTEMHOE 3a60neBaHMe npwwmou KOTOpPOro SIBNSIeTCA OTCYTCTBME OTLLOBCKOU KOMNMUU y4acTKa XpoMocombl 15911-13. 3aboneBaHue.
OCHOBHBbI€ KITMHN4YeCKMe NpU3Haku. CUHOPOM «BANOro pebeHka», runepdarusa, MopobuagHoe oxupeHue, 3agepxKkKka pocTta 1 nNosiIoBOro pasBuUTUA, HeMponcuxmyeckne paccTponcTaea, KapauonyrnbMoHarbHble OCITIOXHEHMUS.
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= AHaMHe3 3aboneBaHuA:
vo » C poxgeHusa BbipaXXeHHasi Mbllle4YyHaAa rMnoToOHUA, 3agepKKa NCUXOMOTOPHOIo U NCUXopeyvyeBOro pasBUTHUA.
1 » Ha nepBom rogy *xu3sHu npubaBka B pOCTE M BECE COOTBETCTBOBANAa BO3pacTy, € 2-X neT — nonudarusa ¢ nporpeccupyroimm HabopomMm mMmacchbl Tena.
» C poxoeHus oTcyTcTBUeE Anyek B MOLIOHKe. B 1,5 1 2 roga npoBeaeHa opxmornekcus no nosoay ABYCTOPOHHEro KPUNTopxmama
» C 2 net — Habntogancsa ambynatopHO 9HAOKPUHOIONOM MO NOBOAY OXUPEHMUS.
1% [poBeaeHO KapuoTUNMPOBAHNE — kapuotun 46, XY

MauneHnT T. 17 net noctynun B O30 YKBNel nm.

C.P. MupoTBopueBa r. CapaTtoBa C xanobamm Ha M3ObLITOK Macchbl Tena,
NOBbILLUEHHbIA anneTUT, MPOrpeccupylolime OTEKNM HUXKHUX KOHEeYHOoCTewn,, Tig
anHo? BO cHe, nepuoanydeckme noavembl AL oo 150/90 mm.pT.CT., 3a,qep>|<|<yf_'-"
POCTa 1 NOSIOBOro PasBUTUSI. |
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> BnepBble cTaumoHapHoe obcnenoBaHue B Bo3pacTte 16 net 11 mec. (8 HMUL SH.qOKpMHonorMM r.MockBa ceHTAOpbL 2023 r.) B CBSA3U C Nporpeccupyrommm oxmpeHmnem (npubaska B macce Ttena 58 kr 3a 2,5 roga).

» Ob0BbekTuBHO. Pusmyeckoe passutue: poct 154,5 cm, macca tena — 124 kr, SDS pocrta: -2.95, UMT: 51.9 kr/m2, SDS IMT: +4,28. NonoBoe pa3Butue - 1 ctagus nyoeprtarta no wkane TaHHepa (G1,P1).

> [lo pe3ynbTtaTtam obcnepgoBaHus:. VIOP-1 HMXe 1 nepueHTens, KOCTHbIM BO3pacT — 30HbI pocTa 3akpbiThl (Cl T-cTtumynupytowme npoodbl He npoBeaeHnl). HbAlc — 6.6%. Ol TT — 6e3 otknoHeHun. Mugekc HOMA -10.3.

» [lpoba c aHanorom [ TPI: Beibpoc JII' — 0,2 ea/n (rmnoroHagoTPOnHbIA TMNOroHaan3m).

» BbinncaH ¢ gnarHo3omMm: MopounaHoe oxupeHue (SDS UMT =4.28). CuHgpomarnbHaa dopma (cuHapom [pagepa-Bunnn? lNpagepa-Bunnm nogodbHein cuHgpom?). 3agepKka NcMxopeyeBoro passutus. 3agepxkka pocta (SDS pocta -2.95).
[ MnoroHagoTponHbi runoroHagnam. OcnoxHeHusa: VHcynnHopeancteHTHocTb. HABXK: renatomeranusa, xuposasi gUCTPOOUA NEYEHU, NUNOMATO3 NOoAXenyaodHou xenesbl. ApTtepuarnbHasa runeprtep3nda? AHrmonaTtmst CeTvyaTku rnasa no
rMNepTOHNYECKOMY TUMY.

» PekomeHOooBaHO MoNeKynsipHO-reHeTU4eckoe uccnenosaHve B PIBHY «MIHL» nm.bou4koBa.

P Ll T I
>Hos6pb 2023 r. ®IBHY «MIHLU» um.BouykoBa— pesynbrartbl MOMEKYNnApHO-reHeTuyeckoro obcnenoBaHusa: MyTtaums B AnvHHOM nneye 15 xpomocombl | o pe3ynbTaTam nabopaTopHO-UHCTPYMeHTarnbHOro oocrnenoBaHuUS:
(neneunsa 15911. 2) onp_enegeHo rMnepMeTunnpoBaHune SNRPN — HapyLwieHuUsl, XapaKTepHble ona cuHgpoma lNpapepa-Bunnu. >  aucnunuaemMua: XornectepuH — 5.7 Mmone/n, Tpurnuyepuabl 2.2 MMornb/n)
e et e s R AR > HapyleHue yrrnesogHoro obmena (MPU — 21.1 wmE/mn; C-nentug 3.12

> [Nekabpb 2023 r. B BOSpﬂ?Te 17_neT oﬁcne.qoeal-me B 1930 YKBNel nm.C.P,MupoTtBopueBa r.CapaToB MME\mn, nHaekc HOMA — 4.5)

> renatomMeranus, XKmposas AUcTpodns nevdeHn, NMnomMaTo3s nomKenyao4HoOm
O61bekTuBHO: PocT — 157 cM, SDS pocra: -2,95, P ANCTPOP ’ Axenyn

macca Tena — 130 kr, SDS VIMT: +4.28, xenesbl (Y3W 2KKT)
Taumep 1 (G1,P1) » [lpnsHakm nmmd@ocTtasa YMepeHHO-BblpaXeHHOro xapakrepa (Y34

BbipaKeHHble UHTENMNeKTyanbHble HapyLLeHus. COCY[10B HMXXHMX KOHEYHOCTEN) ]
AKPOMUKPUSA NafoHEeW U CTOM, MbILEYHAs rMMOTOHUS, Ype3MepHoe pasBuUTHE » Kapguomeranus, npu3Hakun cepaeyHoM HeAOoCTaTOYHOCTU OTCYTCTBYHOT

MOOKOXHO-XMPOBOW KNeT4yaTKu, runepnurMeHTauuss eCTeCTBEHHbIX CKIaAok, (Ox0-KT')

SAVIHWYHbIE BEPTVKAlbHbIE GIE/IHO-PO30BLIE CTPUM, OTEKN TOMEHEM U CTOM C [\ o o o a3B|/I|IT.|/|s=|
06eunx CTOPOH — MIMOTHbIE, XONOAHbIE Ha OLLYTb. yneTnp P - 3aA€P P P

» KoHcynbTupoBaH ncuxmnatpom: F06.9 ;_r”

BbicTaBrieH OCHOBHOW KrnuHu4yeckun pgumarHo3. CwuHpgpom [lpagepa-Bunnu: mopbuaHoe oxupenne (SDS VMT +4.28), 3apepxka ncmxopequorog
pa3BUTUA, 3agepxka pocTa (SDS pocTta -2.95), runoroHagoTponHbin runoroHaansm. F06.9 . CoctosiHme nocrne opxuonekcmm (2008 r.) ="
OcnoxHeHusa:. VHcynnHopesncteHTHocTb (MHAekc HOMA 4,5). Oucnununoemuna. HAXKB: xxnposasa guctpodua neyveHu. Jinnomartos nogXenyao4yHou XKenesobl. -
CunHapom anHo3. ApTepuanbHaga runepTeH3ns. AHrmonaTnua ceT4aTkn No rmnepToHNYECKOMY TUNY. '
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neTeun. bonesHen, 0eTCKON SHAOKPUHOMOTUN W

>CBOeBpeMeHHasi AMarHoCTUKa BaXHa Ans NpodUnakTUKU, KOPPeKLMU MeTabonmyeckux U NnoBeAeHYeCKMX HapyLIeHWIA, YTO NO3BONSieT YNyYlIMTb KayecTBO U npogomkutenbHocTb| [Amabetonorm CIMY um.B.U. Pasymosckoro
>XU3HU NaUuUNeHTOB. 89271477786, w nazarenkoZOlZ@yandex ru




