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Pe3ome. B cratbe npeaACTaBJICH KIIMHUYECKUHN CHy‘Iaﬁ HCYCTAHOBJICHHOI'O HACJIICACTBECHHOI'O
HEBPOJIOTHYCCKOT'O 3a00JIeBaHUS IIpU UCHCPIHAHHOM JITOPHUTMEC 'CHETUYCCKOI'0O TCCTUPOBAHUA.
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Resume. The article presents a clinical case of an undiagnosed hereditary neurological disease
with an exhausted genetic testing algorithm.
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BBenenne. HacnencrBenHble HEHpoONaTuu MPECTABISIOT COOOH TeTEpOreHHYIO TPYIITY
3a00JIeBaHUH, XapaKTEPU3YIOIIUXCsI TIOPAKEHUEM MepU(EepUIECKUX HEPBOB, MOTOHEHPOHOB MU
MBIILIEYHON TKaHW. KiuHHuYeckas KapTHMHA BapbUpPYET OT IPEUMYILIECTBEHHOTO CEHCOPHOIO
nebunuTa 10 BBIPAKEHHOW MOTOPHOM IUCPYHKIMH C Mporpeccupyromeil arpoduei.
JlnarHocTuka TaKUX COCTOSHUM IIPE/ICTaBIse€T 3HAYUTENbHbIE TPYAHOCTH BCJEJICTBUE
(EHOTUMUYECKOTO  MEPEeKPBITUS  MEXAy HeWpomaTHsMHM, MHONATHSIMU U OOJIe3HAMHU
MOTOHEHPOHA, a TaK)K€ OrPaHUYEHHON MH(OPMATUBHOCTH PYTHHHBIX METOJOB 00OCIEI0BaHUS.
HecmoTps Ha mIMpOKOe NPUMEHEHHE COBPEMEHHBIX METOJIOB CEKBEHHMPOBAHUS, 3HAYMTEIbHAS
JI0JIl TAlMEeHTOB OcCTaéTcst 0e3 TOYHOW MoJekyisipHoM Bepudukauuu. [IpeacraBieHHbIN
KIMHUYECKUM  Cllydyall  WUIIOCTPUPYET  CJIOKHOCTH  JUArHOCTMKH  HEYCTaHOBJIEHHOTO
HACJIEICTBEHHOT'O0 HEBPOJIOTMYECKOr0 3a001eBaHMsI IPU HCUEPIIAHHOM aJITOPUTME F€HETUUECKOT O
TECTUPOBAHUS.

Henr  uccaenoBanusi. IlpenctaButh u 00CyAMTHh  KIMHUYECKMM  cilydaid
HEYCTAHOBJIGHHOTO HACJI€JICTBEHHOI'O HEBPOJOTHYECKOro 3a00JieBaHUS MpPU HCUEPIIaHHOM
ITOPUTME T€HETUYECKOT0 TECTUPOBAHUSI.

Marepuanbl 1 MeTOAbI. bplIN NCIIOIB30BaHbl CTAHJAPTHBIE KIMHUKO-HEBPOJIOTUYECKHUE
MeTOoJbl 00cnenoBaHus, 3nekTpoHepomuorpadus (OHMI'), OGuoxumuueckoe uccieaoBaHue
KpOBH C ompeneneHueM ypoBHs KpeatuHpochokunazel (KDK), marHUTHO-pe3oHaHCHAs
tomorpadusit (MPT) ronmoBHOro m CnMHHOTO MO3ra, yibTpa3ByKoBoe wucciemoBanue (Y3U)
CKEJIETHBIX MBI, DBBINOJHEH MOATalHBI KOMIIEKC TIEHETHYECKHX MCCIEI0BaHUM,
BKJIIOYAIOIIUI MOJHOAK30MHOE U MOJIHOT€HOMHOE CEKBEHUPOBAHHUE.

Pe3yabTaTsl U 00cyxkaeHne (KIMHNYEeCKoe Ha0roneHne). [lanuent — myxuuna 32 ner.
Kanobel: mporpeccupymolas MblllledHasi cladoCTh, MPEUMYIIECTBEHHO B KHUCTAX M CTOMNAx,
3aTpyAHEHUE XOJbObI MO JIECTHHIIE, HEBO3MOXXHOCTh Oera M MpPbDKKOB, yacTele majgeHus. C
JeTCTBa OTMEYajach CHW)KEHHAs BBIHOCIMBOCTb M CJIA0OCTh MpH (PU3NYECKUX Harpy3Kax.
CemeiiHblil aHaMHe3 110 HACJIECTBEHHBIM 3a00JI€BaHUSAM HE OTATOLIEH.

[Ipn ocMOTpe BBISIBIECHBI JUCTAlIbHbIE MBIIIEYHbIE aTPO(UU KUCTEH M CTON, CHU)KEHHE
CYXOXXUJIBHBIX pe(IeKCOB, M3MEHEHHUs MOXOIKH 3a CYET aucraipbHoro mapesza. [lo DHMI
BBISIBJICHBI NPU3HAKH 3aMHTEPECOBAHHOCTU MEPEIHUX POrOB CIIMHHOTO MO3ra C HEUpPOTCHHBIM
naTTepHOM 0e3 BBIPAKEHHOM JeHEepBalliy, YTO HE YKJIAJIbIBAECTCS MOJHOCTHIO B KIACCHYECKYIO
KapTUHY CIIUHATIBLHOM MbIieuHoi arpodun. Yposenbr KOK ymepernno nossimen. MPT ronoBaoro



JuarnocTuka u jJeyeHne HacjJeCTBEHHBIX 3a00/1eBaHNii HEPBHOI cucTeMbl y aeteii — 2025 : ¢6. MaTepuaioB
IV Pecn. nayu.-npakrt. koH(}. ¢ Me:kaAyHap. yuacTuem, MuHCK, 4 1ekadps 2025 r.

Y CIIMHHOT'O MO3Ta 0€3 3HAYUMBIX CTPYKTYPHBIX n3MeHeHur. Y 3U Mpl moka3eiBaeT qudGy3Hbie
W3MEHEHUS 110 TUITY XPOHHUYECKOH Muoauctpoduu ¢ yaactkamu ¢pudposuposanus. [IpoBenéHubie
TEHETUYECKNE HCCIENOBAaHUS BBIABWIM 4YETHIPE BapuaHTa HEU3BECTHOW KIMHUYECKOU
3HAYUMOCTH B reTepo3urotHom coctosiuuu B renax SLC5A7, ARHGEF10, DYNC1H1, DST
COOTBETCTBEHHO. [IpoBeNEHHBIN aHaNIM3 BBISBICHHBIX BapHAHTOB, @ TAK)XXE CErperaliMOHHBIN
aHAJIM3 B CEMbE HE IMO3BOJIMJI YCTAHOBHUTH MPUYMHHBIA TeHETUYECKUI (PakTop 3aboieBaHus y
MalMEHTA.

3axiiouenue. J[aHHBIN KIMHUYECKUI Cilydail WIUTIOCTPUPYET OCHOBHYIO MpoOieMy B
JUAarHOCTHKE HACJIEICTBEHHBIX HEUPONATHUN: [a)Xe MPHU HCIOIb30BAHMM CaMbIX IEPEIOBBIX
TEXHOJIOTHI 4acTOTa BBISIBJICHUS MAaTOr€HHBIX BapuaHTOB He mpesbimaer 50 %. OcHOBHbIE
MPUYMHBI CJI0)KHOCTEH TMAarHOCTHKHU 3aKJIFOYAIOTCS B BBICOKOW M€HETUYECKON I'e€TEepOreHHOCTH,
BEPOSATHOM CYILIECTBOBAHUMU €LIE HE OTKPBITBIX I'€HOB, TPYAHOCTHU WHTEPIIPETALUU BAPUAHTOB
HEU3BECTHOM  KJIMHUYECKOW 3HauuMocTH. HeoOxonumbl —najbpHeHIue  HMCCIeAOBaHUSA,
BKJIFOYAIOIIUE YTIyOJEHHOE W3YYCHHE KIMHUKO-TEHETHYECKUX KOPPEISALHM, MOMyJISIIIHOHHO-
OPUEHTHPOBAHHBIN TOMCK HOBBIX F'€HOB M Pa3BUTHE HOBBIX METOJOB JHATHOCTUKH.
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