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

KNMUHUYECKWUN CITYYAN PEOKOIO
MUTOXOHOPUATNBbHOIO 3ABONEBAHUSA

AxnunH K.P.
Hay4Hbin pykoBoguTtens: goueHT O.U. N'ymeHok

®IrB0Y BO «CapaToBCKkuiA rocyAapCTBEHHbIN MEQULIMHCKIN
yHuBepcuteT numenun B.W. Pasymosckoro» MuHsapasa
Poccun, Capatos, Poccus

Knrouesnie criosa: knuHu4eckuli criydal; cuHOpom Arnbrepca—
XymmeHrioxepa, anusnercusi; gpamaribHbIl MoKcudecKkul
eenamum

AxmyanvorHocms. BONBIIMHCTBO MHTOXOHIPUAIBHBIX O0Ie3-
HEH IpOTEeKaeT C HEBPOIOTHYECKUMH U SKCTPaHEeBPATbHBIMHU Ha-
PYLIEHUSMHU. DNWIEHCHS — OAWH U3 KITIOYEBBIX KIMHUYECKHUX
MPU3HAKOB MUTOXOHPUAIBLHBIX 00JI€3HEH, B TOM YHCIIC BBI3BaH-
HbIX MyTauusaMu B rene POLG. K POLG-accolluupoBaHHBIM Ha-
PYLIEHUAM OTHOCST CHHAPOM Albliepca—XyTTeHI0Xepa (CUHIPOM
Aupriepca), KOTOPBIN MPOSBIISETCS AMMIETITHYECKUMH TIPHCTYTIA-
MH, IUCTpodUeli eUeHH U PErpeccoM IICHXOMOTOPHOTO Pa3BHUTHSI.
Hcnonp3oBanne B Ka4ecTBE TEPAIIUM SMICITHIECKUX MIPUCTY-
IIOB BAJILIIPOEBOI KUCIIOTHI BBI3BIBAET (DaTanbHbII TOKCHYECKHUH
renatut. CBOEBPEMEHHas! IMarHOCTHKA 3a00JIeBaHUS U UCKIIIOUe-
HH€ [IPEeNapaToB BalbIIPOEBON KHUCIIOTHI YBEIUUUBAET IPOJOILKU-
TENBHOCTD JKU3Hb OOJBHOTO.

Onucanue xnunuueckoeo cayuas. Ilon HabmogeHnEM HaXo-
quiicst nanueHt, 2010 r.p. Pe6€nok ot 1-ii GepeMeHHOCTH, poTe-
KaBIIel Ha QoHe aHeMuH, 1-X CpouyHbIX pozoB. bpak kpoBHOpPO.-
CTBEHHBIH, pouTeNIN JBOIOpOaHbIe cuOChl. C 1-ro rosa *Ku3HU OT-
Meuasach 3aiepxkKKa ICUXOpedeBoro pa3BuTus pedénka. C 5 et
MOSIBIJIACH HEYCTOMYMBOCTE TIPH X0b0€ U cIab0CTh B KOHEUHO-
cTsX. VCKIIOUeHb!: CIMHANBHAS MbIIIeUHas aTpodust, MHOOUCTPO-
¢us Tromenna/bexkepa, MaHeNb «HACIEACTBCHHBIC MTOJHHEHPO-
natumy — orpunarensHas. C 9 ner nepecran npubaBisTh B Bece
U XOJIUTb, IOSIBUINCH NIPUCTYIIBI CYOPOT ¢ HAPYIIEHUEM CO3Ha-
aust. [Ipu anexrposnnedanorpadun SHmienTuIeckasi akTHBHOCTb
HE 3aperucTpupoBaHa. beuT Ha3HAYEH Mpenapar BaIbIIPOEBOM KHC-
J0THI Ha poHE MpUEMa KOTOPOTO MPHUCTYIIBI CYIOPOT YUaCTHIIHCH,
Ppa3BHICA TOKCUYECKHI TeMaTUT ¢ pa3BUTHEM IIEUeHOUHO Helo-
CTAaTOYHOCTU U JIETANBHOro ncxona. [locMepTHO MOJTydYeHb! AaH-
HBIE [IOJIHOTO CEKBEHUPOBAHUS SK30Ma: BBISBIICH 1aTOI€HHBII Ba-
puanT reia POLG B TOMO3UIOTHOM COCTOSIHUY, XapaKTEePHBIH s
CHHZpOMa AJbiepca—XyTTEHIIOXepa ¢ ayTOCOMHO-PELECCUBHBIM
tunoM HacnenoBanus (OMIM 203700).

3axnouenue. IlpeacraBneHHbIN KIMHUYECKUAN CTy4ail TEMOH-
CTPHUPYET KJIACCUUECKHE MPOSIBICHHIS MUTOXOHIPUAIILHOTO 3200-
JeBaHUs — CUHIpoMa AJbIiepca; 3aiepiKKa IICUXOPEUeBOro pas-
BUTUSI, MHOIIATHs, IIOJIUHENPONATHs, SUIEICUs], IOATBEPKAECHHO-
TO MOJIEKYIISIPHO-TEHETHIECKUM HccienoBanreM. CBoeBpeMeHHasI
BepH(UKAIMS THarHo3a ¢ Ha3HaueHHeM CHMITOMaTHYeCKOH Tepa-
MUY, UCKITIOYAIOIel Ha3HAuUeHHe NPEenapaToB BalbIIPOEBON KHC-
JIOTBI, TO3BOJISET YIIYUIIUTh Kau€CTBO U YBEIUYUTH HNPOFOIDKU-
TENILHOCTD JKU3HU NAI[UEHTA.



