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V BCEPOCCUNCKM MEOVNATPUYECKMIA ®OPYM CTYAEHTOB U MONOALIX YYEHLIX «BUPTYO3 MEANATPUN»

CMHAPOM HAPYLWWEHUA UHTENNEKTYANIbHOIO
PA3BUTUSA C OUCMOP®UEN NIULA U MTO30M

Kucypuna A.C.
HayuHbI pykoBoguTens: goueHT A.1O. LLlyTkoBa

®IBOY BO «[MpnBOMmKCKk1in nccnegoBaTenbCKUia
MeauUMHCKMI yHnBepcuteT» MuHagpasa Poccuu,
HwxHuin Hoeropog, Poccus

Knroyesbie criosa: knuHuYeckul cry4al; cUHOpOM
HapyweHuUs1 UHmerisiekmyarsbHO20 passumusi

¢ ucMopguaMU fluya U Nmo3oM; 8pOXO0EHHbIE MOPOKU
passumusi; cmuemMb! 0U33MbpuUoeeHe3a

Axmyanonocmy. CUHIPOM HapylIEeHUs MHTEIIEKTYallb-
HOTO pa3BuUTHA ¢ AucMmopdueit mumna u nro3oM (Intellectual
developmental disorder with dysmorphic facies and ptosis,
IDDDFP) — penkoe HaclieICTBEHHOE ayTOCOMHO-JI0OMUHAHTHOE
3abosieBaHue, CBI3aHHOE C MyTalel B rene BRPF1 Ha 3 Xpomo-
come B Jokyce 3p25.3 (OMIM 617333) u nposiBistoLieecs CHU-
JKEHHEM MHTEJICKTa, AUCMOPPUAMU JuIIa (THIIEPTETIOPHU3M, MIT03),
MTOPOKaMH Pa3BHUTHS TOJIOBHOTO Mo3ra. B mupe omucanst 39 ciy-
4aeB 3a00JIeBaHus.

Onucanue kaunudecrkozo ciyyas. B JIeTcKyro TOpOACKYTO KITH-
HU4ecKy1o 0onpuuny I. Hivkaero HoBropoaa mocTymmn Maasauk
5 Mec ¢ xano0amu Ha 3aJIepKKy (PU3UUECKOTO U TICHXOMOTOPHOTO
pasBurus. bpak 6nuszkoponcTBeHHslil. Pe6&Hok ot 3-i Gepemen-
HOCTH Ha (oHEe yrpo3bl BeIKHbIIA B 20 Hel, ManoBoaus, (eto-
IUTAlleHTapHO# HenocTaTouHOCTH. B I TprMecTpe npu ynbTpas-
BYKOBOM HCCJIEIOBaHHH ILTOJIa — BBICOKHMI pHCK cuHIpoMa Jlay-
Ha, B 30 HeZs — BeHTpHUKYJIOMeranus. buoxuMudeckuii CKpUHUHT,
HEWHBAa3UBHBIN NIpeHaTalbHbIN TecT 6e3 maronoruu. Pons: B 37
HeJl B TA30BOM IpEJIeKaHUH, Macca Teia npu poxkaenun 1300 1
JUTMHA Tela 35 ¢M, OKPY)KHOCTB TOJIOBBI 27 CM, OKPYKHOCTb TPY-
I 24 cM, OLIeHKa TI0 miKasie Anrap 7/8 6asioB, MbIIICYHAS THITO-
ToHnwusi, runopeduekcus. OObEKTHBHO B BO3pacTe 5 Mec Macca Te-
na pebenka 3810 r (1 uentunbablii uaTepBan (L), poct 50 cm (1
111), oxpyxHOCTH ronoBsl 33 cM (1 LI1), okpyxKHOCTB Ipynu 36 cM
(1 Q). MoaxoxxHbIH )XUPOBOH €10 pactpenesiéH HepaBHOMED-
HO, OOJIbIIIe BBIpaXKEeH Ha O&Mpax, 0TMeJaeTCs TYTOMOIBHKHOCTD B
KPYIHBIX cycTaBaX. MHOKECTBEHHBIE CTUTMBI IH39MOpPHOTeHE3a:
MUKpoOpaxuiedanys, IMUPoKas CIIMHKA HOCa, 3aKPYIVIEHHBIA KOH-
YUK HOCA, CKOIIEHHBIN JI00 1 3aThIIOK, KOPOTKasl LIesi, HU3KOIoca-
JKEHHbIE MaJIeHbKUE 1e()OPMUPOBAHHBIE YIIIN, KOPOTKUH GUIBTD,
MUKDPOTCHHSI, KOPOTKHAE KOHEYHOCTH, OpaXuAaKTHUIINs, KOHYCO-
BUJIHBIC TIAJTBIIBI, MAJICHEKUE, YTOMIIEHHBIC CTOIBI, MUKPOTICHUS,
KPHUIITOPXU3M. B HEBPOJIOTHUECKOM CTaTyce THIOANHAMUS, Clia-
0ast peakuys Ha 3BYK, 32 IPEIMETOM HE CIIEANT, TOJIOBY HE yaep-
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JKMBAeT, He TYJINT, He nepeBopaunBaercs. [Ipn KT ronossr: aud-
(y3Has neKoMasIHsl, KpAaHHOCHHOCTO3, areHe3HsI MO30JIHCTOTO
TeJla, NaXUTupus, BEHTpUKyJIoMeranus, MonekynspHo-reHeTuye-
cKoe 00cIeI0BaHNE BBISIBUIIO NTATOTEHHBIN BAPUAHT HYKJICOTUIHON
rocnenoBareabHOCTU B reHe BRPFI (Chr3:97450064>C ¢.2921-
24>C) B reTepO3UroTHOM COCTOSIHUH, XapakrepHsbiii 1t IDDDFP.

3nauumocms. Ilporunos npu IDDDFP y manuenra Hebiaro-
TIPUSTHBIN B CBSI3U C BEICOKHM PHCKOM TSKETON YMCTBEHHOH OT-
cranocTtu. Pogutensm nmoka3zano cekBeHupoBanue 1no CaHrepy
METOAOM «TPHO» IJI1 YTOUYHCHHUS XapaKTepa HaCJICAOBaHUSA MY-
Tanuu y peoéHka.
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