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AxryaabHocTb. Cunzipom Kabyku (CK) (cunzmpom rpuma Kadyku) (OMIM 147920) —
pelkoe MOHOIeHHOe 3a00JeBaHME, XapaKTepusymwoleecs crneuupuyeckuMu (HEeHOTUITNYECKUMU
MPU3HAKAMU M UHTEIUIEKTYaJIbHBIM 1e(DUITUTOM.

Iesb: npeacTaBuTh KIMHUYECKHE cilydau cuHIpoMma KaOyku y HanueHTOB MYXCKOIo U
’KEHCKOT'O TOJIOB, 7 JIET.

Marepuanbl M MeTOAbl. AHanW3 MCTOpUM OoJje3HH, oOcieroBaHME ABYX IAllMCHTOB
MY>KCKOT'O U KEHCKOTI'O I10JIOB, 7 JIET.

PesyabraTrel U ux ob0cyxaenue. [lanment, 2015 r.p. pommics oT 2 OEpeMEHHOCTH,
nporekasiiel Ha (GoHe U30BITOUHON Macchl Tena, noBeiieHuss AJl, uucrurta. Ponbl 1, cpounsie ¢
nomotipio KC. 1 6epemeHHOCTD - My3bIpHBIN 3aHOC, 3 OepeMEeHHOCTh — 3amepiias. [liuHa tena 51
cMm, macca Tena 2900 r, mo Amnrap 7 OamioB. C mepBOro roja XHU3HU OTMEYACTCS 3aJeprkKKa
ncuxopedeBoro passutusa. Habmrogaercs y HeBposora ¢ maprta 2022 r ¢ quarHo3om: (okanbHas
snuiencus, (pokaabHble U TOHUKO-KJIOHUYECKHE NpucTymbl. [1o oTIoBCKOM IHUY - y Aefa mpobaHaa
3ajiepkka peueBoro pa3Buths. DXO-KI': skTonnyeckoe KperieHue Xopabl B JIEBOM JKEITyA0UKe.

MHOXECTBEHHbIE CTUIMbI AU33MOpUOreHe3a - YepThl JUIA HAallOMMHAIOT I'PUM aKTEPOB
ArnoHckoro Ttearpa KaOyku: BBICOKOPOCIOCTh, aHTUMOHIOJIOUJHBIN pa3pe3 IJa3, BBICOKUH JI00,
IIUPOKHUNA (UIIBTP, OTTONBIPEHHBIC YIIM, COCKOBBIH THIEPTEIOPH3M, KIMHOAAKTHIHS (TIEpBBIC
HaJIbLbl CTOI, MU3UHIIBI), JUIMHHBIE MAJIbLBI CTOI, apKOOOpa3Hble OPOBH, HU3KHI pOCT BOJIOC Ha
rojose. Crniennduueckuil 3amax oT Tejaa M Bojoc. [ unepakTUBeH, peyeBasl CTepeOTUINs, JIOTopes,
pochObI BHIMONHAET, 3a/iep’kKa pedeBoro pazsutus. Poct 131 cMm, macca tena 30 kr. UMT 17,48
Kr/M2. ®u3nyeckoe pa3BUTHE BHICOKOE, TAPMOHUYHOE, U30BITOK MAcChl TeJa.

[Taumentka, 2015 r.p. poamnace ot 1 OepemeHHOCTH, HpoTekaBlieil Ha (OHE Yrpo3bl
IpepbIBaHMsl, OaKTeprUaIbHOIO BarnHO3a, XpOHUUYECKOT0 nueaonedpuTa. Macca tena npu poxaeHun
2810 r, poct 49 cM, 8 GamioB nmo mxkane Amnrap. C mepBoro rojaa >KU3HU OTMEYAETCS 3aJepiKKa
IICUXOMOTOPHOT'O Pa3BUTHS, TUIEPTOHYC B CrudaTessX BEPXHUX M HIKHUX KOHEYHOCTEH,
KpYIHOPa3MaIlluCTblil TpeMop. MHOECTBEHHbIE CTUIMbI JHW39MOpHOTeHe3a:, 4YepThl JIHIA
HAaIlOMMHAIOT IPUM aKTepoB siMOHCKoro Tearpa Kabyku: nomuxonedanusi, MUHIAIEBHUJIHBIE IJa3a,
cxoJslieecss Kocoriasue, 1yrooopasHele OpoBH, IIUPOKas NEPEHOCUIIA, HU3KO MOCAaXEHHBIE YIIH,
m1a3Hoil runeprenopusM. OOpalleHHYIO pedb MOHUMAeT C TPYJAOM, BO3pPAaCTHBIE HABBIKU HE
chOpMHUPOBaHBI, peUH HET, U3JaeT MOHOTOHHBIE 3BYKH. Poct 126 cm, Bec 22 xr. UMT 13,85 kr/m2.
®dusnyeckoe pa3BUTHE BBIIIE CPEAHETO, TUCTapMOHMYHOE, neduuuT Mmacchl Tena. Habmiomaercs
0o(pTanbMOIIOTOM C CXOAAIIMMCS COAPYKECTBEHHBIM aJbTEPHUPYIOIIUM M aKKOMOJAIMOHHBIM
KOCOTJIa3ueM.

BbIBoaBI: TaHHBIE KIMHUYECKHE CIIy4Yau IEMOHCTPUPYIOT KJIACCUUECKOE TEUEHUE CUHApPOMA
KaOyku. CosepuieHcTBoBaHHE 3HaHUM O cuHapoMe KaOyku Oyner crmocoOCTBOBaTh paHHEH
MOCTAaHOBKE JIMarHO3a M pa3paboTKe ITHONATOTEHETUYECKOTO JICUEHUSI.
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