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KIMHUYECKAH CITYYAR HITEMHYECKOTO HHCY/IBTA ALIMEHTKA MOJIOZIOTO BO3PACTA
C PAHEE HEOTTMCAHHOY HYK/TEOTHIHO! TIOCIEJIOBATETBHOCTDIO C ¢.808T > C (p.TYR270HIS)
TEHA GLBI (NM_000404.3, GMI-TAHITTHO3HI03 2 THIIA) B TETEPOSUTOTHOM COCTOAHHUH
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Peslome. Ha faHHOM 3Tane passutig MeULIMHbLI €CTh CNIOXKHOCTU C YCTaHOBNEHWEM STUONOTUM MHCYNbTa Y MalMeHTOB MOJIOAoro Bo3pacTa.
3HauYMMbIX (HaKTOPOB PIUCKa U3 MPYMNbl METABONMYECKNX HACNEACTBEHHbIX 3a60NeBaHWiA B PasBUTAM «MOJIOfbIX» MHCYILTOB B IMTEpaType onm-
caHo HemHoro. 3To nobyxaaeT ony6nrKoBaTh Hallle HabmoaeHre. Lienb: onmcaTth YHUKANbHBIA KIMHWYECKUIA Criydalt «MOJIOAoro» UieMuye-
CKOIO MHCYNbTAa Y 27-NETHE XKeHLLIMHLI, Y Jo4epW KOTOPOW Gbin BbIBNEH raHrnoaunaos 2 Tuna. [ns yecTaHoBNEHUS NPUHMHB] MHCYLTa NaLim-
eHTKe Bblna npoBeaeHa [HK-MarHoCcTHKa, KoTopas Nnokasarna He OnMcaHHYIo paHee HYKNeoTUAHYIO NOCNeA0BaTeNbHOCTL. MpecTaBneH Km-
HUYECKWIA Crydalt BO3HUKHOBEHUA ULLIEMWYECKOTO UHCYNbTa, 0BYCNOBNEHHDIN paHes He ONCaHHON HYKNEOTUIHOM NOCNe0BaTeNbHOCTHLIO.

KnioueBble cNoBa: MyTaLM reHoB; HacnecTBeHHbIe 3a00MeBaHna; NMM30CoMHbIe B0nesH HakorneHns; GM1 raHrMosuaos; LEMUYECKWIA MHCYNBT.
KOoHMNMKT MHTepecoB. ABTOPLI 3asBM50T 00 OTCYTCTBUM KOH(MMKTA MHTEPEeCcOB.
duHaHcHpoBaHue. lccnenoBaHne NPoBOaNIOCL 6e3 CrIOHCOPCKOIA NMOAAepIKKM.

CooTBeTCTBMEe HOpMaM 3TUKWU. ABTODbI MOATBEPXKAAIOT, YTO COBMoAeHb! Npasa Mioasi, NPUHUMABLLIMX Y4acTue B UCCNeoBaHui, BKMoYas
rony4eHne MHMOPMUPOBAHHOTO COMMacka B TeX Cy4asx, Koraa oHO HeoBXoaMMo.
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A CLINICAL CASE OF ISCHEMIC STROKE IN A YOUNG PATIENT WITH A PREVIOUSLY UNDESCRIBED
NUCLEOTIDE SEQUENCE ¢.808T > C (p.TYR270HIS) OF THE GLBI GENE
(NM_000404.3, GMI-GANGLIOSIDOSIS TYPE 2) IN A HETEROZYGOUS STATE
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Abstract. At this stage in the development of medicine, there are difficulties in establishing the etiology of stroke in young patients. There are few
significant risk factors from the group of metabolic hereditary diseases in the development of "young" strokes in the literature. This prompts the
publication of our observation. Aim: to describe a unique clinical case of "young" ischemic stroke in a 27-year-old woman whose daughter was
diagnosed with type 2 gangliosidosis. To determine the cause of the stroke, the patient underwent DNA diagnostics, which showed a previously
undescribed nucleotide sequence. A clinical case of ischemic stroke caused by a previously undescribed nucleotide sequence is presented.
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Knunnuecknii cayyait

BBepeHune

Y 1/3 naumeHToB MOJSIOAOrO BO3pacTa C UHCYbTOM He
NPEACTaBNAETCH BO3MOXXHbIM YCTaHOBUTb MPUHMHY PasBUTUSA
OCTPOW HEAOCTaTOYHOCTM  MOSMOBOrO  KPOBOOOpALLEHUS
(OHMK) 1 gaxke hakTopoB pUCKa, XOTS B NOCNeaHWe AecaTu-
netna BbisiBNeHo bonee 50 HOBbIX MOTeHUMaTbHbIX hakTopoB
pUCKa PasBUTUA MHCYbTAa Y MONOAbIX M OTMeYeH psif, hakTo-
pOB, 06/1aaatoLLMX HAMBONBLLIMM MNOTEHUMANOM 1 AoKa3aTe lb-
HoM 6agoi. [eHeTUHecKe MPEeAnKTOPbIl: BbISBNEHO 4 reHa,
NMEIOLLMX HanbosbLLIEe 3HaYEHNE B MPEAPACONOMEHHOCTA K
NHCYNbTY (MONMMOPMU3M reHa aHrIMOTEH3UHMPEBPALLAOLLErO
depmeHTa, haxkTopa JlerpeHa, geneuym B reHe MpoTPOM-
BuHa, NoAMMOPMN3M reHa MeTUATeTparngpoonaTpeasyK-
Tasbl, MNPVBOAALLEN K TVMNEPrOMOLNCTUHEMUM). 3HAYMMBIX
hakTopoB puUcCKa 13 rpynibl METabONMHECKUX HACNEaCTBEH-
HbIX 3a60NeBaHUIN B pa3BUTUM «MOSIOABIX» MHCYNBTOB B NUTE-
partype Onm1McaHo HEMHOTO.

HacnencTteeHHble MeTabonuyecke 3abonesaHust
OFPOMHBbIA KIACC MOHOMEHHbIX HAaCNEeACTBEHHbIX 3abonesa-
HUI, OBYCNOBNEHHbIX MyTaLIMSMM TEeHOB, KOOMPYOLLMX dep-
MEHTbI, TPAHCMOPTHbIE U CUMHaNbHblE 6enkn. Ha cerogHsLu-
HUM OeHb K HacneaCTBEeHHbIM MeTabonmMyeckum 3abonesa-
HUSM OTHOCAT Bonee 500 HO30MOMMHECKNX DOPM, UX KOSINYe-
CTBO MOCTOSIHHO yBenn4nBaeTcs. Mogndurkaumm MOXeT Nog-
BepratbCcsa B-ranakrosvpgasa (BGal). 3To nmusocomanbHbii
depMEHT, pacLLennAoLLmMiA B-CBSA3b ranakTo3bl OT FaHrInMo3su-
nos GM1 [1, 2]. O10T dhepMeHT koampyeTcs reHom GLB1, ko-
TOpbIM pacrnonoxeH B 3p21.33 1 coctont 13 16 3K30HOB
C 2 caTamu ChnancuHra, KOTopble Aat0T Havano ABYM pag-
nyHbiIM - Benkam: BGal 1 anacTuH-ceBA3biBatoLLEMY DefnKy
(EBP) [1].

B nusocomax B-gal-geduumTHbIX KNEeTOK Hakanmsa-
tOTCSA TPU MAaTOrEHHbIX M BUOXMMUHECKM Pa3NINYHBIX Kiacca ra-
nakTo3ocoaep»aLux cybcTpatos; MaHrnmnmo3nasl GM1 n GA1,
rMMKO3aMWHOMMKaH, kepaTaHcynbdar (KC) n onurocaxa-
puabl, NOAyYeHHble B pe3yfbTarte MeTabonmamMa rinkonpoTe-
NHOB (FMMKaHoBbIE cybcTpathl) [3-5].

[Be natonornm, HemocpeacTBEeHHO CBs3aHHble ¢ aedun-
umTom Bgal, HasbiBatoTCs raHrmo3nao3oM GM1 1 60n1e3Hbo
Mopkuo B (nnn mykononucaxapugosom IV B) [2, 6]. XoTa Bbiio
OMMCaHO HECKOJIbKO MyTaLIMiA, HEKOTOPbIE aBTOPbI Npeanona-
ratoT, 4TO Te, KOTOpble BANSKOT Ha KaTaIMTUHECKUA KapMaH
dhepmeHTa, B OCHOBHOM CBsA3aHbl ¢ GM1, B TO Bpems Kak My-
Tauuy, pacrnofioXKeHHblE Ha MOBEPXHOCTW 3TOr0 hepMeHTa,
Yalle obHapy»xmBaroTca y naumeHToB ¢ Mopkuo B [7-9].

CornacHo heHOTUNMNYECKM MPOSIBAEHUSAM 000MX 3TUX
3aboneBanHni, eHoTn GM1 9BRAETCA HEBPOSIOTMYECKM pas-
PYLLUMTENBbHBIM U UMEET HU3KYIO OXXNOAEMYHO NMPOOOMKUTENb-
HOCTb >KN3HW ANd AETEN, B TO Bpemsa kak y Mopkmo B HeBpo-
JIOrM4eckas MNpPUBEPXKEHHOCTb OTCYTCTBYET, a oOxXuaaemas
NPOAOSIKUTENBHOCTL »XXM3HK 6onbLue [2, 10].

Onsa Bcex Mykononucaxapuaosos (MIC) xapakTepHa
MHOY>XECTBEHHOCTb MOPaKeHMs!, 0AHOBPEMEHHOE BOBJIEYEHME
B MATONOMMHYECKNA MPOLIECC MHOIIX OPraHoB W cUCTEM 60/1b-
HOro. Kak npasunnio, Npu poOXKAEHN KIMHNYECKNA OVarHO3 He
MOXET ObITb MocTaBneH. MNposBneHrs 3abonesaHns Hopmn-
PYIOTCSA MOCTEMEHHO B TEHEHVE NEPBbIX HECKOBKMX MECSLEB
NN Jaxe NeT XU3HW N B JaNbHEeWLLeM MpPOorpeccupytoT.
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B knnHnyeckon npaktuke MIMC vacTo AenaT Ha ABe rpynmbl —
rypaeponogobHbIi 1 MOPKMOMOA0OHbIN (DEHOTUMDI.

Mykononncaxapugos VB tuna  (cuHgpom  Mopkuo,
1N B) — ayTOCOMHO-PELIECCUBHOE FTEHETUHECKI rETEPOreHHOE
3aboneBaHne, 00YCNOBIEHHOE MyTaLMSIMM B FeHax, KOQUPYHo-
LMX ranakto3o-6-cynbdarady (N-auetmnranakro3amuH-6-
cynbarasy), KoTopas y4acTByeT B MeTabomM3Me KepaTtaH-
cyfbdara 1 XOHAPOUTUHCYNbdATa UK B reHe B-ranakrosu-
nasbl GLB1 [11].

[[@HrMosmao3sbl — HacNeACTBEHHblE NM30COMHbIE 60-
JIE3HW HaKOMMEHNS, MPW KOTOPbIX B HEMPOHHBIX MemMbpaHax
HakanMBatOTCS FaHrNO3UAp! — KUCTbIE MMKOCHUHIONMMNapI,
cofep kalpe HempaMnHOBYHO KucnoTy. OnpedenenHne aktme-
HOCTW (bepMeHTa B flerkoumTax nnm mbpobnactax oCTaeTcs
nepBbIM 1 HaAEXHbIM METOAOM AnarHoCcTukm [12, 13].

[MopaxxatoTcsl HEMPOHbI  KOpPbl  BOMLLUNX  MOMYLLIAPUIA,
MO3>KeuyKa, 6asabHbIX raHrIMeB, aep CTBOMNA U FAHMINO3HbIE
KNETKM ceTyaTKn. 3ateM NpOosABNSOTCA odari AeMnennHmiaa-
Ly, CMoHrMo3a, rnmoda. OCHOBHBIMW MpU3HaKaMn raHrimno-
31A030B SBMAOTCS HAPYLLEHWS MCUXNYECKOro PasBuTuS, re-
Hepann3oBaHHble SMUAENTUYECKME MNPUNAAKN, HapyLLEHNUS
3peHVd, B pesynbTaTe MOBPEXAEHUSA raHrMOSHbIX KNETOK
ceTyaTkuy, Npu 0O TaNIbMOCKOMM BbISBAAETCA CUMIMTOM «BULLI-
HEBOWM KOCTO4YKM», MPU KOTOPOM XXENTOE NATHO NPeacTaBns-
eTcsa 6enecoBartbiM, MyTHbIM, & ero LeHTpanbHas aMKa HYETKO
BbIAEAETCSA CBOUM TEMHO-KPACHbIM LBETOM. 3TO OOBSCHS-
€TCS HeJOCTAaTO4YHOCTBLIO KPOBOCHAOXKEHWS CeTHaTku, €€ 1c-
TOHYEHVEM, MPU KOTOPOM B MECTE PaCrOfIOMKEHNS LIeHTpas b-
HOW SIMKM MPOCBEYMBaETCS MOAnexallas cocyguctas obo-
nouka [12].

["aHrnmosnpo3 GM-1, Tmn |, BPOXXOEHHBIA XapakTepuay-
€TCS TEeM, YTO Y>XE MPU POXOEHUN Y pebeHKa BbISBNAIOTCA Ta-
Kre MposB/ieHNs 3TOM 60Ne3Hu, Kak Mukpouedanis, rpo-
TECKHOE MU0, Cnabbiin KPpUK, 3aTpyaHeHWe cocanus. B nans-
Helwem oTMevaeTca rpybas 3agep>xka MOTOPHOIO 1 MCUXK-
4YeCKOro passutng. Bckope pasBrBatoTCA CHUXKEHWE 3PEHNS
N CUMNTOM «BULLHEBOW KOCTOYKM», AelepebpaumoHHas pu-
MOHOCTb. BblparkeHbl MaToNorM4eckne USMeHeHns KOCTel n
BHYTPEHHUX OPraHoB: BbICTynatoLLme nobHble 6yrpbl, AOPCO-
nombanbHbIi KNos, aedopmMaLmm KOHEYHOCTEW, renaTo-
cnneHomeranus. Takve OeTu nornbatoT OOblMHO Ha BTOPOM
rofy >XMU3HW.

FOBeHUNBHBLIN raHrMMo3nao3 GM-1 Tuna Il nposensgeTcs
B BO3pacTe 2-6 fIeT atakcuen, HapyLLeHaMU KoopaHaumm,
KOocorfasneMm, An3apTpuer, NpPOrpeccupytolMM  CcracTuye-
CKMM TeTpanapesoM, 3a4ep>XKon (On3nN4ecKoro pasButusa 1
Jerpagaumen NCUXMKN, CHKEHNEM 3PEHNS, OOHAKO CUMMTOM
«BULLHEBOW KOCTOYKW» MpW 3TOM (POPME raHrmo3ngosa
BCTpeYaeTCHd pefko. B fjanbHenwem BOSHNKAOT CYAOPOXHbIE
npunagkn, TeTpannervs, gelepebpaumonHas purngHocTb [12].

Llenb n 3apaun: onncatb YHVKaSbHBbIM KIIMHUHECKMIA
cnydad  «MOSIodOro» ULEMWUYECKOrO UHCyNbTa 27-NeTHeNn
>KEHLLIMHBI, Yy [004Yepu KOTOPOW Obll BbISBNEH FAHrIMO3UO03
2 Tvna.
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KnuHu4yeckuinn cny4yan

[MaumeHtka H. 1994 r.p. (27 neT) noctynuna B Pecny6nu-
kaHckun CocyoucTein Lientp (PCLLY) 1 PKB YP r. VxeBcka ¢
>xanobamm Ha cnabocTb B MPaBbIX KOHEYHOCTSX, TPYOAHOCTN B
noabope 1 NPOroBapmnBaH CloB, CMOXHOCTX MPU MUCBME.
3abonena ocTpo.

AHamHe3 »xusHu. Pogmnack B Vhxkescke. ObpasoBaHue
cpenHee cneumanbHoe, 3amMy>keM, Tpoe AeTeN.

HacnencTBeHHOCTb: y 6abyLlukn, Aedylwkn — OCTpasa He-
[OCTaTOMHOCTb MO3rOBOIrO  KPOBOOOPALLEHWS, OCTPbIA WH-
dapkT Mrokapda (OVIM).

ObbeKkTBHOE 0BCNeOOBaHMe: COCTOSIHUE CpPedHen CTe-
NEHV TSHKECTUN. KOXXHbIE MOKPOBbI (PU3NONOTNHECKON OKPACKN.
LbIxaHne BE3NKYNAPHOE, XPUMOB HET. TOHbI cepaua pUTMUY-
Hble. YKVBOT Mpu nanbnauyn MAarkuii, 6e3601e3HeHHbIN, Taso-
Bble PyHKLMM KOHTpompyeT. ALl = 120/80 MM pT. CT., NynbC —
80 B MUH.

HeBponornyeckuin ctatyc: B Co3HaHuM. O6palléHHYHo
peyb MOHUMAaET, WHCTPYKUMM BbINONHAET. OpueHTupoBaHa
BEPHO. MeHMHreanbHbIX 3HaKOB HET. 3padki paBHbI, Ha CBET
pearnpytoT. CnabocTb KOHBEPreHumn ¢ ABYX CTOPOH. [opu-
30HTa/TbHbIN HACTArM B KpanHnx oteegeHnsx. CraaxkeHa npa-
Bast HOCOrybHas cknagka. A3bIK KOHY1MKOM BNpPaso. BeiparkeH-
Has MoTopHas adasus. TOHYC B KOHEYHOCTSX HOPMAasbHbIN.
Pedhnekcbl ¢ KOHEHYHOCTEN XKMBbIE, C aKLEHTOM crnpaga. [1aTto-
NOMNYECKMX CTOMHbIX 3HAKOB HET. MbilLeYHas cuna B npasbixX
KOHEYHOCTSAX: B pyke (MpoKCcUManbHbii otgen — O 6annos, B
KUCTN — MUHUMaSIbHbIE OBWKEHWS), B HOMe (MPOKCUMabHbIN
otoen — 3 6anna, B CTONe — MUHMMaNbHbIE ABWKEHNS). B ne-
BbIX KOHEYHOCTAX — 5 6annoB. NpaBOCTOPOHHAS remurmne-
cteans. KoopamHaTopHble Npobbl CrpaBa He BbIMNOMHSAET 13-
3a napesa, cfieBa — MMMOornonagaHme.

[rarHo3 npu nocTynneHnn: NHPapKT MO3ra, BbI3BaHHbIN
TPOMOBO30M MO3rOBbIX apPTEPUN.

JlabopaTopHble nccregoBaHus

B aHamm3e kposu: yBenmyeH C-peakTuBHbii Genok
(60,50 Mr/n), CHMXXeH ypoBeHb remornobuHa (112 r/n), cHKeH
cpeaHnin 06bEM apuTpouwmTa (70,10 dos), CHUXEHO cpeaHee co-
[ep>xaHre reMornobrHa B OTAENbHOM 3pUTPOLIMTE B aBCOSMKOT-
HbIX eaVHMLIAX (21 Nr), CHWXKeHa KOHLEHTpaLWst reMornoburHa B
spuTpounTe (30,40), NOBbILLEHA LUMPWHA pacipeaeneHns apuT-
poumToB (18,80 %). XonectepuH — 3,22 mmons/n, JINBIM -
1,59 mmons/n, JIMHM 1,30 Mmonb/n, TpUrMUepuabl —
0,70 mmonb/n.

KomnbTepHasa tomorpadus (KT) rofioBHOro mMosra npu
nocTynneHnn: ocTpast hasa nemMmnm B 6acceniHe HUKHNX BET-
BEW NeBoW cpeaHen mo3roBon aptepun. KT aHrmorpadgus
BpaxmoLedanbHbix apTepuit: n3rnd C1 cermeHTa NeBow BHyT-
peHHen coHHol apTepum (BCA) Mo TUNY «KUHKUHM». VI3BBUTOCTb
C4 npasor BCA. Markuii NpucTeHO4YHbIV TPOMO B YCTbE NEBO
BCA co cteHo3om npoceeTa 40-45 %.

[ynnekcHoe ckaHMpoBaHWe OpaxmouedanbHbIX COCy-
OOB, TPAHCKpaHMabHOE OynieKCHOE CKaHNPOBaHME: axorpa-
duyeckme npusHaky obpazoBaHnsa B obnact dudypkaumm
YCTbs1 IEBOVI BHYTPEHHEW COHHOWM apTepun, cTeHo3 55-60 %
no avameTpy. Manoro avameTpa npaeBas MO3BOHOYHAS apTe-
pus (MA) CO CHWKEHMEM JIMHENHOW CKOPOCTM KPOBOTOKA
(JICK) n acummeTpuein kposoToka (D < S). CHukenne JICK no
neson cpegHen mosroBon aptepun (CMA) ¢ acummeTpurein

124

kpoBoToka (D > S). Haxoamnack Ha neveHun B PCL| ¢ gnarHo-
3oM: «OHMK no umwemndeckomy Tuny B HaccerHe Nnesomn
CMA, HeanbdepeHUMPOBaHHbIN BapuaHT B BUOE LEHTpasb-
HOrO MPaBOCTOPOHHENO BbIPaXKEHHOMO remunapesa, napesa
MUMWNYECKON MYCKynaTypbl cnpaBa Mo LEeHTpanbHOMY TuMy,
YMEPEHHON MOTOPHOWN adhasum».

Ho4b naumeHtkn H., 2 roga 3 mecsua.

[Npr ocMoTpe: TeNoCNoXeHVE NpaBuiibHOE, MPOMOPLMO-
HanbHOE, ronoBa gonnxouedansHon hopMbl, caasneHa ¢ 60-
KOB, BbICOKMI N06. [JocTaToyHOro nutaHus. nasHble Lwenm
CUMMETPUYHDI, 3NUKaHT. [JIMHHbIE PECHWLIbI, B3OEPHYTbIN KO-
POTKUM HOC, CriaxeH OunbTp, ro0BY OEPXXUT HEYBEPEHHO,
nexxa Ha »XmMBoTe BbICTPO ycTaeT. [JMCTOHNS: B NPOKCHMallb-
HbIX OTAENax KOHEYHOCTEN TOHYC CHIKEH, B OUCTasIbHbIX OT-
[enax TOHYC MoBblLLIeH. TAHET HOCOK. Ecnn mocTaBuTb, CTOUT
Ha «UbINoYKax», MPorMbaeTcs B KOMEHAX, TYrOnoaB/MKHOCTb B
FONIEHOCTOMHbIX cycTaBax. CaHganeBnaHas LLefb Ha cTonax.
[MpOn3HOCUT OTAENbHbIE 3BYKWU. [pPUHMMAET MPOTMBOCYOO-
POXHYIO Tepanmto.

[narHo3: HeyTOYHEHHOEe HellpoaereHepaTBHoOe 3abone-
BaHWE B BUIE BbIPXXEHHOIO CMELLIAHHOMO TeTpanapesaa, yme-
PEHHO BblIpaXKeHHOro nceBaobynsbapHoro cuHapoma, 3PP,
HEeyTO4YHEeHHasa anunencus, 6onblue AaHHbIX 3a GM1-raHrnvo-
31003 2 Tina (Mo3aHAsa MHaHTUNbHasA opma).

26.08.21. 3akstoueHre SH3UMOOMArHOCTUKN: HEe3HauM-
TENMbHOE CHWKEHME aKTUBHOCTW cynbdatasbl A MOXET ObITb
pe3ynbTaToM BAVSIHUS BHYTPUMEHHbIX NOnMMopdmnamos. Mpon
ovddepeHUmanbHON OMarHOCTUKE OBHAPY>KEHO CHVDKEHME
aKTUBHOCTY 6eTa-[]-ranakrosmaasbl, KOTOpOe MOXET MPUBO-
onTb K paseutnio GM1-raHrnmosnagosa, ranakrocuanmoosa
N1 Mykononucaxapugosa tun IVB. Ong yTouHeHvs auarHosa
PEKOMEHAYETCA OOMONMHUTENBHOE UCCNEefOBaHNE CUanoBbIX
KUCNOT U MMKO3aMMHOB B MOYe, 3ateM nccnenosanve [JHK.

06.09.21. Pe3ynbTaThl CccneaoBaHus 04eHb AVMHHOLE-
MoYeYHbIX  >XMPHbIX  KucnoT  (OOUIMKK):  koHUeHTpaums
OAUIMKK B nnasme KpoBM B Npegenax HopMbl.

22.09.21. 3akntoveHne sH3NMOONarHOCTUKW: BbISBIEHO
CHWXXEeHWe aKTMBHOCTM 6eTa-D-ranaktoadnaasbl. JaHHble 13-
MeHeHMA MoryT HabnogaTecs npyu GM1-ranrnmosngose, My-
Kononncaxapuaode tvn IVB. [Ons peweHnst Bonpoca o npoBe-
nernn JHK anarHocTuki HeOBXOANUMO COMOCTaBUTb KIUHNYE-
CKWe 1 nabopaTtopHble AaHHbIe.

02.02.22. MeToooM MPsSIMOro aBTOMaTUHYECKOrO CEKBE-
HMPOBaHWA MpoBedeH MNonHbIM aHammad reHa GLBI (NM_
000404.3, GMI-raHrivmo3ngos 1, 2, 3 TMnoB, Mykononncaxa-
prnao3 4B tuna (OMIM*611458). AyTOCOMHO-PELECCUBHBIN
TMN HacnenoBaHus). OBHapy»KeH HeomnmncaHHbIN paHee Bapu-
aHT HyKNeoTUaHoOW nocnegoBatenbHoct ¢.808T > C
(p.Tyr270His) B roMO3UroTHOM COCTOSHUWN. PekomeHaoBaHO
ncenepoeate OHK pogutenen nauypeHTta Ans yCTaHOBNEHWUS
HOCWTENBbCTBA LAHHOIO BapuaHTa.

20.10.22. lMaupeHTtke H. (MaTepn npobaHga) METOAOM
MPSMOro aBTOMaTUHYECKOrO CEKBEHMPOBaHNS MPOBEAEH aHa-
3 reHa GLB1 (NM_000404.3. GM-raHrnmo3ngos 1, 2, 3 tu-
noB, Mykononucaxapugos 4B tuna (OMIM*611458), ayto-
COMHO-PELECCUBHBIN TUM HACNEO0BaHNS) Ha HATNYME CeMeN-
Hov MyTaumm ¢.807T > C (p.Tyr270His). MyTaums obHapy>keHa
B rETEPO3UrOTHOM COCTOSAHUM.
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Knunnuecknii cayyait

O6GcyxaeHune

Y naumeHTKn H. 6bin QMarHOCTUPOBaH MHCYBT MO Mle-
MuYeckoMy Tuny B 6accenHe neson CMA, HeanddepeHLmpo-
BaHHbIN BapyiaHT B BUAE LEHTPaIbHOMO MPaBOCTOPOHHEO Bbl-
PaXKEHHOIO remMunapesa, napesa MUMUHECKOW MYCKyaTypbl
cnpasa No UeHTpanbHOMY TUMY, YMEPEHHOM MOTOPHOW ada-
3umn. akTopOoB pUCKa He BbINo BbiABIEHO, ObpaLLan BHIMA-
HVE MSAFKNA MPUCTEHOYHBIN TPOMD B yCThe nesoit BCA co cTe-
HO30M npocseTa 40-45 % (reHe3?) n HempopereHepaTBHOE
3abonesaHve y godepu naumeHtkn (NM_000404.3. GM-raH-
FAMO3MA03 2 Tna, C MyTaumen (0OBHapy»XeH He ONMCaHHbIN pa-
Hee BapuaHT HyKNeoTnaHom nocnenoeatenbHocTh ¢.808T > C

(p.Tyr270His) B roMO3UrOTHOM COCTOSIHWM). Y Hallen nauu-
EHTKW BbISIBNIEHa aHaslorM4Hast MyTaLms, TONbKO B reTeposu-
FOTHOM COCTOSIHUM.

BbiBoabl

Y npencraBneHHoN NaueHTKX BbIsBNeHa MyTaums aHa-
OrMYHas MyTaumn 4o4epK, TONBbKO B rETEPO3NTOTHOM COCTO-
AHUW. HeonncaHHas paHee HyKNeoTuaHasd nocnefosaresib-
HocTb ¢.808T > C (p.Tyr270His) rena GLBI (NM_ 000404.3,
GMI-raHrnmo3naos 2 Tmna) B reTepo3nroTHOM COCTOSIHUM Be-
POSATHO Y ABUSIACH MPUHMHOM TSXKENOro MHCYNbTA Y MOJSIOLON
YKEHLLMHBI.
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