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«OCEHHUME ®UNATOBCKUE YTEHNA — BAXKHBIE BOMPOCHI AETCKOIO 3APABOOXPAHEHNA»

CBOEBPEMEHHOE JIEYEHUE KINACCUYECKOM
®EHUNTKETOHYPUA

CokonoBa A.B.

HaunoHanbHbIN MeAUUMHCKUIA UCCeqoBaTeNbCKUN LEHTP
3gopoBbs getert Munsgpasa Poccun, Mocksa, Poccus

Knrouyesnble cnoea: (heHUIKEMOHYPUST;
aurnogeHunanaHuHosas duema; nelkonamusi

Axmyanvrnocms. Knaccuueckas penusnkeronypus (OKY) —
pacrpocTpaHEHHOE HACIEACTBEHHOE HapylIeHne 0OMEHa BEIIECTB,
KoTOpoe auarnoctupyercs B Poccun ¢ 1980-x rr. myrém HeoHa-
TaJbHOro cKkpuHHUHIra. CBOEBPEMEHHO Hayaras runodeHunana-
HUHOBAs JUeTa NPEJOTBpalaeT pasBUTHE TSHKEIBIX HEBPOJIO-
THYECKUX CUMIITOMOB, OHAKO JIO CHX IO BCTPEYAIOTCS CITydaH
MO3IHEH TUAarHOCTUKH M IPyOBbIX HapyLIeHUH Ha3HAuYSCHHOTO Jie-
4e0HOTO MUTAHUSL.

Onucanue knunuueckozo cayuas. Manpurk, 14 ner 10 mec.
CeMeliHbli aHAMHE3: Y MaTepu sI3BEHHas1 00JI€3Hb ABEHAALATUIIED-
CTHOH kumIKy, y crapuiero 6para — @KV, BbIABICHHAs 110 CKPU-
HUHTY, TIOJTyJal CIeHHaIn3upOBaHHy0 TUeTy 10 4 jet. B cembe
4 nereit, 2 3 HUX 300poBEL. Harm marmenT ot 2-it GepeMeHHOCTH,
2-X MpEeKICBPEMEHHBIX POJIOB Ha 27—28-i1 Heziene recraiuu, Macca/
JumHa pu poxxaeHun 880 1/30 cM, oneHka o Anrap 6/7 6asios, Jie-
YEHHUE B POIIOME U Ha 3Tl BBIXXKUBAHUS — reMoTpaHcy3ust, uc-
KYCCTBEHHAS BEHTHJIAIIMS JIETKHX, CHIMITTOMAaTHIecKast Tepanus. [1o
CKPHHHHTY BBISBIICHO TOBBIIIeHHE (QeHnnanannna (PA) KpoBH 10
20 Mr/m1, Ipy MOBTOPHOM aHajm3e — 26 Mr/mi. Jlueroreparnuto mo-
JIy4aj TOJIBKO 0 MOYTofa, 3aTeM ceMbs B TeueHue 10 JeT mpoxu-
BaJIa 3a pyOe:KOM, TJIe JIGUEHHE HEe MPOBOAMIOCH. B Bo3pacre 14 nier
¢ ’kaj100aMy Ha HapyILEHUE IIOXOIKH («TIOABOJIAKUBAET) JIEBYIO HO-
I'y, CIIOTBIKAETCsl, I1a1aeT), TPEMOP BEPXHHUX KOHEUHOCTEH, HU3KYIO
ycIeBaeMoCTh (Ha IOMAIIHeM 00y9IeHUH), OBICTPYIO YTOMIIIEMOCTb
0o0paruiHch K HeBpoItory. beut rocTasineH auar{o3 « CMeliaHHbIiH Te-
Tparnapes ¢ IpeuMyIIeCTBEHHBIM nopaskenrneM Hor S > D. IToakop-
KOBBII1 CHHZIPOMY, TIPOBEIEH Kype TONIEpU30HOM 0e3 3ddexra. [Tpu
amOynaropHOM 00CJIeI0BaHUH BBISIBIIEHO roBbIIeHne DA KpoBH 10
19,8 mr/mn. IIpu nocTyIieHNU B OTENEHUE ICUXOHEBPOIOIUH: 00-
[IEMO3TOBBIX M MEHHHI€AIbHBIX CHMIITOMOB HET; 00bEM 3HaHHH H
HaBBIKOB CHIDKEH, PeUb HEUETKAsT; TIOXOIKA CITACTHKO-TIApETHIECKasT
C TeMHIIAPETHIECKUM KOMIIOHEHTOM OOJIBIIE ClIEBa; AUCTOHUIECKUE
YCTaHOBKH HWKHUX KOHEYHOCTeH. MBIIIeuHas Crja CHIKECHA B pykax
nHorax S > D, TpeMOp B MbIIIIAX Ty/IOBHILA, KJIOHYC HAJIKOJICHHHKA
S > D, kioHycsI cron. OTMedatoTces HapylieHus: koopauHauy. Ipu
MPT ronoBHOTo MO3ra BBISIBIICHa KAPTHHA MHOXKECTBEHHBIX CYIIpa-
TEHTOPUAJBEHBIX 0YaroB M3MEHEHHH, HEPE3KO BBIPAKEHHBIX JINKBO-
POIMHAMHYECKUX HapyIICHUH, 30HbI JISHKOTIaTHH NEepUBEHTPUKY-
JSIPHO IO TEMEHHO-3aThUIOYHBIM O0JIAaCTsIM, MEJIKHE O4ark Ino3a
IPEUMYIIECTBEHHO B JIOOHBIX OTENaX OONbLINX MOMyIIapuil, xa-
paktepuble a1 OKY. Pe6EHKy Ha3HaueHa runoQeHuIaaaHiHOBast
JweTa. AHaMHe3, KIMHAYeCKast KapTrUHA, JaHHbIe J1a00paTopHBIX U
HWHCTPYMEHTAJIBHBIX 00CIIEIOBAaHUH CBHIETENBCTBYIOT O TOM, UTO Y
peOEHKa MMeeTCsl HAacTIeACTBEHHOE HapyllleHne oOMeHa (heHuana-
HUHa, TpeOyrolee NOKU3HEHHON AUETOTEpaIiH.

3akntouenue. JlaHHbIi cyvail TOKa3bIBaCT HEOOXOAUMOCTh
MPOBEJICHUSI CTPOTOTO AUCIAHCEPHOTO HAOIIOICHHS 32 BBISBIICH-
HBIMU Ha CKpHHMHTe narnuentamu ¢ KV, cucremaruyeckoro me-
TabO0JIMYECKOTO KOHTPOJIS, TPOBEACHHST MHPOPMAILIHOHHO-00yYato-
IIMX IIKOJI JUTSl POAUTENEH U cCaMHX MAallUSHTOB MO BOIPOCaM Op-
raHU3aIUH J1e4eOHOI0 IIMTAHMU,.
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