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Cuxuppom Cmut—Marenuc

OMIM: 182290

Omauyumenvhoie NpU3HAKU: IIMPOKOE JIULO, TUTOTIa3Usl CPEHEN YacTu auua,
Opaxuiiedanus, OpaxuaaKTUINSI, 3aJIepKKa PEUEBOr0 Pa3BUTHS

OHH CMUT C COaBT. BIEPBbIC OIMKMCAa 3TOT
cuHapoM B 1982 1., a B 1986 1. COBMECTHO ¢
DnneH MareHuc rojiHee 00prcoBaia ero Kim-
HUUYECKYIO U [IUTOTeHETUIECKYIO KapTUHY. [10-
TMOJTHUTENIbHBIE CBEIEHUSI O CUHIPOME, B TOM
quciie O MPUCYLIMX eMy MOBeleHYeCKUX pac-
cTpoiicTBax, nmpenoctaBmwii Pooept CtparToH
¢ coaBT. u @pauk ['punHbepr ¢ coaBT. U3BecT-
Ho 6onee 100 HaOMIOAEHMII; YACTOTA COCTAB-
nsteT He MeHee 1:25 000 HOBOpOXKIEHHBIX.

YacTble cUMATOMbI

Poct. MennenHast mpubaBKa B Bece Ha IIepBOM
rOAy; 3allepxKa pocTa.

[TeuxomoTopHoe passuTne. MulliiedHast TUTIOTO-
Hus B TpyHOM Bo3pacte; [Q komnebnercs ot 20
no 78 (y 6onpmmHcTBa Mexay 40 u 54); 3a-
JepKKa peyeBOro pa3BUTHUSI (MOTOpHAsl peyb
cTpajaet 00Jblle CEHCOPHOI); HU3KUIA XPUTI-
JIBI TOJIOC; PacCTpOCTBa CHA; camopaspy-
IIUTEIbHOE TIOBeNeHNE: peOeHOK ObeTCs ro-
JIOBO#A, KycaeT pyKM, BbITPBI3aeT WM BbIIEp-
ruBaeT HOITH (OHMXOTUJUIOMAHUSI), 3aCOBbI-
BaeT MHOPOJIHBIE TeJIa B €CTECTBEHHBIE OTBEP-
ctus Tesa (IMoauAMO0I0KOMIOMaHMs ).
lonoBa. bpaxuiedanus; Mmiockoe, MKUPOKOE
JII10; TUTIOTUIa3UsI CPeAHEeH YacTu JINLA; -
poKasi TiepeHoCcHlIa; BBIMYKJbINA J100; cpoc-
myecss OpoBU; MPUOTKPBITHIM POT C IIATPO-
BUIHOM BepxHel Iy0oil; HUKHSISI MUKPOTHA-
THSI, CO BpEMEHEM Iiepexojsiiasi B MporHa-
THI0; HU3KO MOCaXKeHHBIE YIIIN U IPYyTHe aHO-
MaJliu yIIeu.

KoxewHocTy. 1lIupokue KOpoTKre KUCTH; Opa-
XUIAKTWINS; TYTOTIOABUXKHOCTD JIOKTEBBIX CYC-
TaBOB; TJIOCKOCTOITME; BapyCHasi CTOTA.
lpoyee. BpoxxneHHbIE IOPOKKU Cepala; opo-
KU pa3BUTHSI NTOYEK, OCOOEHHO YIBOEHUE Ya-
1IEYHO-JIOXaHOYHOI CUCTEMbI; aHOMAJIUU I'O-
JIOBHOTO MO3Ta, B IEPBYIO OUepeIb paciIupe-
HUE XKeJTyT0YKOB; aHOMaJIMH IJ1a3, B TOM YMC-
Jie Kocoriasue, 6JM30pyKOCTb, MUKPOKOpHea
W IUCIUIA3MSl PaiyXKHW; CMeIllaHHasl Tyro-
YXOCTb; CKOJIMO3; HU3Kasl 0oJieBasi YyBCTBU-
TEJTbHOCTb.

Pepakue cuMnTOMbI

Muxkpouedanus; KpaHUOCUMHOCTO3; MOHIO-
JIOWIHBIN pa3pe3 IJ1a3; HUXHSISI MUKPOTHATHSI
(B rpynHOM Bo3pacTe); mnsaTHa bpamduina;
COYEeTaHHbIC WM U30JMPOBAHHBIE paCILEIH-
HbI BepXHeil TyObl 1 Heba; KojioboMa pamsyxk-
K1; HEOHO-TJIOTOYHASI HEIOCTATOYHOCTh; aHO-
MaJIUU TOpTaHU (TIOJIUTIBI, OTEK, Y3eJIKH, Ta-
pe3 roJIoCOBbIX CKJIAN0K); pa3BOCHUE Tepe/i-
Hero KoHua pebpa (Buika JIyIIKu); KIMHO-
BUJIHBIC MO3BOHKU; KIIMHOAAKTUIIMS V Majiblia
PYK; BBICOKHME TIOAYIICUKU MasblieB; JuMba-
TUYECKUI OTEK KMCTE M CTOIl; YKOPOUYEHHE
WJIX UICKPUBJIEHUE JIOKTEBOU KOCTU; KPUTITOP-
XM3M; JIETKUI TUTIOTUPEO3; CHUXKEHHBIN ypo-
BEHb MMMYHOTJIOOYJIMHOB; aTpe3usl TOllei
KUILIKU; 9KCTPO(USI MOUEBOTO TTy3bIPSI.

TeveHue v nporyHo3

XapakTepHbIll (heHOTUII Yaie (GopMUpPYETCs
TOJIBKO K CTapuieMy JI€TCKOMY WM MOIPOCT-
KoBOMY Bo3pacTy. IlocTeneHHO 7100 cTaHO-
BUTCSI Bce 0oJiee BBIMYKJIbIM, YBEIUUMBACTCS
HUKHSISI YeJTI0CTh, CTAHOBUTCS 3aMeTHee Opa-
XUAAKTUIIMS, OTpyOISIIOTCS YepThI Jiklia U ro-
Joc. OHUXOTUJIOMaHUs! (CIEACTBUE HU3BKOM
00JIEBOIl UyBCTBUTEIBHOCTU) OOBIYHO MOSIB-
JIIeTCsT He paHblile 5—6 JIeT, HO IPYTHe caMo-
noBpexXaalome AecTBUs (yaaphbl TOJIOBOIA,
KycaHue pyK) MHOIJIa HabJIomarTcs yxXe Ha
BTOPOM IOy >KU3HU. XapaKTepHbI PaccTpoii-
CTBa CHa: paHHee 3achllaHue (0OKOJIO § YacoB
Beuepa), MPepbIBUCTHIN COH (1—3 mpolbyxkae-
HUS 32 HOUb), OYE€Hb paHHee YyTpeHHee pooy-
XneHue (B 4—6 9acoB) U COHJIMBOCTD B Tede-
HUe IHS. DTOT MaToJIOTMYeCKUil PUTM CHa U
OOPCTBOBAHMS BbI3bIBACT PA3IPAXKUTEIBHOCTD
U BCTIBIIIKY THEBA.

Jtuonorus

Bonesns 00ycioBieHa MHTepCTULIMATILHOM J1e-
Jieleit XxpoMocoMHoro cermeHTa 17pl11.2, ko-
TOPYIO TPYJAHO OOHAPYKUTh, €CJIU pas3peliaio-
1masi criocoOHOCTh AUdGhepeHIINaTbHOTO OK-
pammBanusa He nocturaer 500 monoc. bomb-
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IIMHCTBO CJIy4aeB CIOpaudyeckue, OJHaKo
OIMCaHO Haclle/IoOBaHKUE OT MaTepH, UMEBIIIEH
MO3aMIIU3M 10 3Toil aenenuu. [ToaToMy mpu
MEIUKO-TEHETUYECKOM KOHCYJIbTUPOBAHUU
BCEraa Hy>XXHO MCCJIEeJ0BaTh KAPUOTHUIT POAU-
TeJei.

Mpumeyaune

CyTOUHBIII PUTM CEKpelMU MeJaTOHWHA Y
OOJLHBIX MHBEPTUPOBAH: OCHOBHOE KOJWYe-
CTBO TOPMOHA BBIZIEJISIETCS B JHEBHOE BPEeMSI.
C 3TUM MOTYT ObITh CBSI3aHBI TUTTEPAKTUBHOCTh
U JIpyTHe TTOBeIeHUECKNE PAacCTPOMCTBA, TI0-
CKOJIbKY PeOeHKY TIPUXOIUTCS IMOAICPKUBATh
00pCTBOBAHME B TIEPUOJ THEBHOM CEKPEIINU
TOpMOHa.
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PucyHok 6.16. Cungpom Cmut—Marenuc. A u B. I'pynHoii pedeHok ¢ 6paxuriedanueii, mio-
CKMM JIUIIOM U BBIMTYKJIBIM JIOOM, HalTOMMHaII1ii 60pHOTO cuHapoMoM Jlayna. B—/I. T1pu-
OTKPHBITHIN POT C MIATPOBUIHOM BepXHeli Ty0Oit 1 BRICTYTAIOIIME BIlepe BepxHue pe3ibl. (Au b
MyOJIMKYIOTCS C pa3pelieHus: 1oKTopa MapunuH JxkoHc u3 [letckoit 6oabpHuIb B CaH-/uero.)
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