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MuH3apaBa Poccuu

HMMWL, 3p0poBbsa aeTert MuH3apaBa Poccun, MockBa, Poccuiickas Gepepaums

AKTYaAbHOCTb. AALOMHW3M — rpynna HACAEACTBEHHbIX
3aboAeBaHUN, CBS3AHHbIX CO CHUXEHWEM WAW OTCYTCTBUEM
MEAaHUHA B TKaHMAX, MPOMUCXOASLLMX M3 SKTOAEPMbI (KOXa,
BOAOCbHI, TAa3a). B ocHoBe 3TUx 3aboAeBaHUI AeXaT AedekT
61OCUHTE3a MEAAHWHA UAW HapyLleHWEe 06pa3oBaHUsi MEAaHO-
coM. B HacTosilee BpeMsi onmMcaHo 8 TMNOB M30AMPOBAHHOIO
rAa30KOXHOro anbbuHmama (FKA). OAHAKO B PEAKMX CAydasix
TKA MOXeT HabAloAaTbCs B pamMKax CUHAPOMOB (CMHAPOM
lepmaHckn - Tlyanaka, cMHApPOM Yepnaka - Xuracu U Ap.),
KOTOPbIE XapaKTEPUIYIOTCA MOAMCUCTEMHOCTBIO MOPaXeHUs,
yTo 3aTpyAHAET AnddepeHUMarbHO-AUArHOCTUYECKUIA MOUCK.

LeAb. AemMoOHCTpauma naumeHta ¢ 'KA B pamkax CUHAPO-
MaAbHOro 3aboAeBaHUS.

KAnHUYeckuit cayuail. ManbumK, OT KPOBHOPOACTBEHHOMO
6paka, BTOpol 6epeMeHHOCTH, NpoTekaBLlein Ha GOHe yrpo-
3bl NpepbiBaHMA B | TpUMecTpe, aHEMUU TSXXEAOW CTEMEHMU.
Poabl BTOpble, Ha 38-39-1 Hep. Macca Tena NP POXAEHUN —
2500 r, pavHa Tena — 48 cm. COCTOSIHUE MOCAE POAOB TSXEAOE
(acouKkeurs, AByKpaTHoe 06BUTHE MYNOBUHBbI).

Mpr pOXAEHWUU y pebeHKka BbISIBAEHbI TA@3HON anbOUHKU3M,
HUCTarM, MOCTOAHHOE CXOAfLLEECHA KOCOrAasue, 4vacTuyHas
atpodua 3pUTEABHOrO HEpPBA; OTMEYaAUChb 3MU30AblI 3amMupa-
HuA. MNpu MPT ronoBHOro Mo3ra B 5 MecC BbISIBA€HbI NPU3HAKK
NOCTIMNOKCMUYECKON 3HUedanonatuM. B 1,5 ropa Ha 33l —
NPU3HaKU AE30praHmn3aLMnm KOPKOBOW PUTMUKKU TOAOBHOIO
Mo3ra, napokKcu3ManbHasi akTMBHOCTb. BbiCTaBAEH AMarHos:
abcaHcHas anuaencus. Hauata npoTMBOCYAOPOXHan Tepanusi
BaAbMPOEBOM KUCAOTOM, KoTopas Obina oTMeHeHa B 4,5 roaa.

B 5 AeT pebeHok rocnutanMauposaH B HMMWL, 3p0po-
BbA AeTei. MPUCOEAMHUANCH XaA0Obl HA HEYCTOMUMBBIN CTYA.
Mpu ocmoTpe PU3NUECKOe pasBUTUE CPEAHEE, rapMOHUUYHOE
(poct — 106 cm, macca Tena — 16,2 kr). Obpawanm Ha cebs
BHUMaHWe OAEAHOCTb KOXHbIX MOKPOBOB, CBETAblIE BOAOCHI,

rOPU30HTaAbHbIN HUCTArM, ronyboBaTtble CKAepbI. M0 pesyabTa-
TaM NMOAHOTO CEKBEHUPOBAHWS 3K30Ma BbIABAEH MATOreHHbIM
HYKAEOTUAHBIN BapuaHT ¢.568C>T (p.R196*) B roMO3UIOTHOM
COCTOSIHMM B reHe HPS5. BapuaHT BaAMAMPOBaH METOAOM
cekBeHUpoBaHUsi Mo CeHrepy y pebeHka U POAUTEAEN, KOTO-
pble SIBASIHOTCA FreTePO3UroTHbIMU HocUTEASIMU. CoraacHo b6ase
AaHHbIX OMIM, myTaumun B reHe HPS5 onucaHbl y NauneHToB
¢ cuHapomom TepmaHcku - Myanaka, un 5 (OMIM #614074).

06cyxpeHue. CuHppom lepmarcku - TMyanaka (CIM) —
ayTOCOMHO-PeLiecCMBHOE 3aboAeBaHUE, XapaKTepuaytolleecs
KA u accoummpoBaHHbIMKU C HUM OPTaAbMOAOTMUECKUMU
HapylweHUsIMKU (FOPU3OHTaAbHbIA HUCTArM, CBETOO0SA3Hb, CHU-
XXEHWEe OCTPOTbl 3PEHWUS BMAOTb AO CAEMOTbl), FEMaToAOrM-
YECKMMMU HapyLIEeHUsIMU (NOBbIWEHHAA KPOBOTOUYMBOCTb 3a
CUET AUCOYHKLMU TPOMOOLIMTOB, B PEAKMX CAyYasx — HeMn-
TPONEHUA), FPaHyAEMaTO3HbIM KOAMTOM W B HEKOTOPbIX CAY-
yasix — ¢MOPO30M BHYTPEHHMX OPraHOB (Yalle — AErkuXx).
PacnpoctpaHeHHocTb CITl B mupe coctaBaseT 1 Ha 500 Thic.
yenoBeK. KAMHUUYECKHE MPOSIBAEHUS BapuabenbHbl B 3aBUCH-
MOCTU OT NOpaxXeHHoro reHa. B HacTosllee Bpems onucaHo
11 tvno. CIT1, npuuem 5-# TN xapaktepusyetcs Horee AErKUM
TEYEHUEM.

Mpu poobcnepoBaHWM pebeHka AaHHbIX 3@ FpaHyAemMa-
TO3HbIA KOAUT W AErouHbli GUOPO3 HEe MOAYYEHO, FreMaTONO-
rMYECKMUX HapylweHWh He BbISBAEHO. AaHbl PEKOMEHAALMM
Nno AMHaMMWYECKOMY HabAIOAEHMWIO cneupasuctamu (neamatp,
AEPMAaTOAOT, OGTAaAbMOAOT, FaCTPOIHTEPOAOT, HEBPOAOT).

3akatoueHue. [pepcTaBAEHHOE OnucaHWe MOATBEPXKAAET,
yto KA BCTpevaeTcss He TOAbKO B M30AMPOBAHHOW ¢dopme, HO
1 B paMKax HaCAeACTBEHHOro CMHApoMa. PaHHee BbisiBAEHWE
3aboAeBaHUA U MPOPUAAKTMKA OCAOXHEHWI C BOBAEUYEHWEM
MYABTUAMCLUMNAMHAPHOM KOMaHAbl CNELMAAUCTOB MO3BOAAIOT
YAYULWTb NPOrHO3 Yy A@HHbIX NAUMEHTOB.



