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KazaHckuii rocygapCTBeHHbIN MeAULMHCKUIA YHUBEPCUTET
MuHsgpasa Poccnu, KasaHb

Knouesnbie criosa: 0emu, cuHopom Knughcmpsl, QuazHocmuka

Axmyanvrocms. Cuaapom Kmuderpbl — peakoe reHeTHIecKoe
ayTOCOMHO-/JOMHHAHTHOE 3a00JIeBaHUE, XapaKTEePU3YIOIIEeCs] YM-
CTBEHHOW OTCTAJIOCTBHIO, YaCTO COIPOBOXKAAIONIEECS CIEKTPOM (HH-
3MYECKUX U KIMHUUYECKHX ocoOeHHocTell. YacToTa BCTpeyaeMoCTH
CHHApOMa Heu3BecTHa. He cymecTByeT ero yHuBepcaIbHOTO ONHCa-
HHS, T.K. IMEETCS IMUPOKUIT CIIEKTP KIMHUYECKUX CUMIITOMOB M O0ITb-
LIOH IMana3oH TSHKECTH UX HPOSIBICHUH.

Onucanue kIMHUYeckoro ciayyas. [lanuent K., 6 ner 7 mec,
HOCTYIHJI C Kal00aMH Ha HHTEIUIEKTYaJIbHYIO HEI0CTaTOYHOCTb, 3a-
JIEPIKKY (U3MIECKOro pa3BUTHS. 113 aHaMHe3a H3BECTHO, YTO PeOEHOK
poauncs ot 2-i 6epeMeHHOCTH (Ha (hoHE OpPOHXUANIBHOM aCTMBI), 2-X
pozoB myTéM KecapeBa ceueHust ¢ Maccoi tena 2800 1 u JuInHOH Tena
46 cMm, oieHKa 1o mKane Anrap 7/8 6amioB. [lnarHo3 nmpu BEIITUCKE:
LlepeOpanbHast UieMust 2 CTETIeH!, CHHIPOM ITUPaMUJTHOM HeocTa-
TOYHOCTH Ha ()OHE MBIIICTHON IHIOTOHNH. KoHbIorannoHHas sxen-
Tyxa. 3a/iepKKa BHyTPHYTPOOHOTO Pa3BUTHS 110 THILy THIIOTPO(UH.
[Muenoskrasus eBoi mouku. OTKPHITOE OBAJILHOE OKHO 10 3,5 MM.
[IcuxomoTopHOE pa3BuTHE — ¢ OTcTaBaHueM. [lepeHecEénHbIle 3200-
JICBaHUSI: OCTPBIE PECIHpaTOPHbIe HHPEKIHH. YpeTeporuaponed-
PO3 JIeBOil MOYKH, yIBOCHHUE JIeBO mo4kH (B 2016 1. ObLTO IIpoBEe-
HO omneparuBHoe Jiedenue). Cunapom Knuderpa (anarHos BeicTaBs-
neH B Bo3pacre 3 jert). [IpaBocToponnnit kpuntopxusm. B Bo3pacre
3 et peOEHKY OBbUT MPOBEAEH reHeTndecKuii ananus. [lomy4yens! nan-
HBIE B T10JIb3y HAJIWYUS TETEPO3UTOTHOM JEJIeIH CerMEHTa XPOMO-
coMbl (¢ mpubnm3uTenbHbIME rpaHunamu 13999814441-141016461
I1.0., 3axBarhiBaoulell yuactku 37 resos (LOD 2,51), B ToM uucie ren
EHMT1I. I'erepo3urotusle aenenun rena EAMT] onucanbl y nanueH-
ToB ¢ cunapomoM Kitnderpa (OMIM: 610253). OTmeuancs xapakrep-
HBIH JINIEBOH TICMOPGH3M: THIIEPTEIOPH3M, CHHO(PH3, MAKPOTIOC-
CHs, TIPOTHATU3M, IJIOCKOE JIUIO, «POT Kapma» u ap. IIpoBoaunocsk
MPT ronoBHoOro Mo3ra: perpouepedeusipHas KUCTa, paClIupeHue Cy-
0OapaxHOMIATBHBIX MPocTpaHcTB. [Ipn oOcnenoBannn pedEHKa 0Opa-
11aa0 Ha cebsi BHUMaHKe BBIPaXKEHHOE OTCTaBaHUE (PU3HYECKOTO pa3-
ButHs (poct 98 cm; SDS pocra —3,80, ckopocts pocrta 4,17 cm/rox,
SDS ckopoctu pocra—1,97; Bec: 11,8 kr, munekca maccsl Tena (MMT)
12,29 xr/m?, SDS UMT -3,34). B Hacrosiee BpeMsi peOEHOK MouTy-
4aeT JICUCHNE: JTEBOTHPOKCUH, BAIBIIPOEBYIO KHCIIOTY, C Mpoduiak-
THYECKOH 1IeJIbI0 BUTaMuH D3.

3aknouenue. B TaHHOM KIMHAYECKOM CITydae MpPEeICTaBICHEI
ocobeHHocTH TeueHus cunapoma Kmuderper. Knunndeckas xapru-
Ha cuapoMa Kimdcerpa BKIII09aeT HHTEIUIEK Ty bHYI0 HeJOCTaTou-
HOCTb, BEIPAXKEHHYIO MBIIIEYHYIO TUTIOTOHUIO, TOPOKHU Pa3BUTHS BHY-
TPEHHUX OPraHOB, THIIMYHBIH JJIsI CHHIPOMA JINIIEBON TUCMOP(HH3M.



