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Pesiome.

B crathe onmckIBaeTcs penkoe mporpeccupyrolee 3a001eBaHNe HEHTPAITHHOM HEPBHOM CUCTEMBI, HACIIEICTBEHHAS
MUTOXOHIIpHATbHAS TTATOJIOTHS — IMOJOCTPBIA HEKPOTU3UPYIOIIHIA dHIIearomuenuT (cuaapom Jlu). [TpuBoauT-
Csl CIHMCOK 3aboieBaHuil s tuddepeHImaIbHON TUarHOCTUKK: HEPBHO—MBIIICUHBIC 3a00JIeBaHUsI, MUACTECHUSI,
60I1e3HN OOMEHA KUPHBIX KUCIIOT, OPTraHMYECKUE AIMIEMUH, KAPUOMUOTIATHN, Ay TOUMMYHHBINA TTOJIMIHIOKPHH-
Hb1it cunapou I tumna, caxapusrit tuadet. PaccMarpuBatoTces nBa cirydast KITMHIYECKOTO HAOIIOACHUS JIETAIBHOTO
cunapoma JIu. B nmepBom ciiyuae 3a6oeBanue Hauanoch B Bo3pacte | roga. [TosBuinch ano0bl HA OTCYTCTBHE
OTOPBI HA IIPABYIO HOTY, MIATKOCTD B MOJIOKEHUH CUS U CTOSI, HAPYIIEHNE KOOPpAUHAINH. [[eBoUKa HEeOTHOKpaT-
HO HaOronanachk B kimHuke. [lonyyaa redeHue mo moBoay IeJIMakud, BUPYCHOTo 3HIedhanuta. KoHCynbTHpo-
BaHa reHeTukoM. BoisBrieHs! uactbie myTanuu resa SURF1. Bo BTropowm ciyuae 3a0ojieBaHue MaHU(DECTUPOBATIO
B Bo3pacrte 1,2 rona. [IporpeccupoBaia mbliiedHas ciadbocTs, runotTpodusi. B kpoBu HapacTai ypoBeHb JIaKTaTa.
['eHeTHKOM BBISIBJICHO reTepo3uroTHoe HocuTelbeTBO MyTanuu 845delCT rena SURF1.

CoueraHne B KJIMHUYECKOW KapTHHE MPOTPECCUPYIOLIETO TEUEHUS 3a00JIeBaHUs, MBIIICYHONH THIIOTOHUH C Ha-
pYLIEHHEM BUTAIIBHBIX (QYHKIIUI, HAUAJIO HA TIEPBOM T'OJly KH3HH, ITOBBIIICHUS YPOBHS JIAKTATA B KPOBH, CHMMe-
TPUYHOCTH MOPAKEHUS B 00JIACTH 6A3aIbHBIX TAHTIJIMEB U CTBOJIA TOJIOBHOTO MO3Ta MTPU MAarHUTHO-PE30HAHCHOM
HCCIIEIOBAHUN TTO3BOJIMIIN 3AMTOA03PUTh HACIEACTBEHHOE AEMHUEINHU3NPYIOIee 3a00JIeBaHNE TOJIOBHOTO MO3ra.
Cunnpowm JIu moarBepxaeH IpHu reHeTrnaeckoM obcienoannu. Ob6a ciaydas UMeNn JeTaIbHbIM NCXOM, TPUINHOMN
KOTOPOT'O CTalla MPOTPECCUPYIONIAsl IbIXaTelIbHASI M CePJICUHO—COCY/IUCTAasl HENOCTATOUYHOCTh. Crienuduueckoe
MOpaKEHUE HEPBHOM CUCTEMBI TTOATBEPKACHO TIPH AYTOIICHH.

Kniouegvie cnosa: demu, mumoxouopuonamuu, no0oOCmpblii HeKpOMuUpyiowuii sHyegaiomuesum, IaKkmam-ayuoos,
ouaznocmura, mymayusi eena SURF 1, neuenue.

Abstract.

The article describes a rare progressive disease of the central nervous system, hereditary mitochondrial pathology
— subacute necrotizing encephalomyelitis (Leigh syndrome). There is a list of diseases for differential diagnosis:
neuromuscular diseases, myasthenia gravis, fatty acids metabolism disorders, organic acidemias, cardiomyopathies,
autoimmune multiple endocrine syndrome of type II, and diabetes mellitus. Two cases of clinical observation of
lethal Leigh syndrome are described. In the first case, the disease began at the patient’s age of 1 year. Complaints of
the lack of support on the right leg, unsteadiness in the sitting and standing position, loss of movements coordination
appeared. The girl was repeatedly observed in the hospital, and was treated for celiac disease, viral encephalitis. She
was consulted by a geneticist. Frequent mutations of SURF1 gene were revealed. In the second case, the disease
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manifested itself when the patient’s age was 1,2 years. Muscle weakness and hypotrophy progressed. The level
of lactate in the blood increased. A heterozygous carriage of 845delCT SURF1 gene mutation was revealed by a
geneticist.

These two cases of clinical observation of fatal Leigh syndrome are discussed herein. The combination in the
clinical picture of the progressive course of the disease, muscle hypotonia, vital functions disorders, beginning in
the first year of life, increased level of lactate in the blood, symmetrical lesions in the region of basal ganglia and
the brain stem on magnetic resonance study allowed to suspect a hereditary demyelinization disease of the brain.
Leigh syndrome was confirmed with the help of genetic testing. Both cases had a fatal outcome. The cause of death
was progressive respiratory and cardiovascular failure. Specific lesions of the nervous system were confirmed at
autopsy. There are algorithms of clinical and paraclinical diagnoses.

Key words: children, mitochondriopathies, subacute necrotizing encephalomyelitis, lacticemia, diagnosis, gene SURF1

mutation, treatment.

Heitpomerabonuueckre 3aboiieBaHUs B
HACTOSIIee BPEMsT BHOCSIT 3HAYMTEIIbHBIA BKIIa/
B CTPYKTYpPY HEBPOJIOTHYECKOW MATONOruu. Xa-
paxkTepHOe I HUX MPOTrpeccupyroliee TeueHue
COTIPOBOKAAETCSl HAPYIICHUEM JIBUTATEIILHBIX U
MICUXUYECKUX (DYHKIUH.

I'pyrima MuUTOXOHAPHATBHBIX 3HIIE(anona-
TUH MPEICTABISACT 3HAUYUTEIbHBIA WUHTEpEC HJIsS
HEBPOJIOTOB U NeUaTpoB. B HEKOTOPBIX citydasx
9TU 3200JIEBAHUS OCTAIOTCS HEPACMO3HAHHBIMU,
YUUTHIBAS KIMHUYECKUN W TEHETUUYECKUN ITOJIU-
MOTUMOP(U3M U TPYTHOCTH TUATHOCTHKU.

PanHsst TMarHocTKa MUTOXOHIPUATTBHBIX
LIUTOTIATUN, KOTOPBIE XapaKTEPU3YIOTCS MYJIbTH-
CHUCTEMHBIMU HAPYIICHUSIMU, TPOTPECCUPYIOIINM
TEUEHUEM, YTPATOH [BUTATEIbHBIX HABBIKOB,
paccTpONCTBOM MICUXUYECKUX (PYHKIUN, KapIuo-
MHOTATHEH, CTAHOBUTCS Bce OoJiee aKTyalbHOM.
OtcyTcTBUE CIIENU(PUUECKOTO JICUSHUST TPUBOJIAT
K MHBAJIMIMU3AIMA peOCHKA U JIETAIBHOMY HCXO-
ny. BHenpeHue MonekyiIsipHO-TEHETHYECKUX Me-
TOJIOB JMATHOCTUKM T'eHHBIX OoJie3Hel, ocoOeH-
HO METOJIOB MPSIMOHN JIETEKIIUU TMOBPEXKIECHHOTO
reHa, MO3BOJISIET MPOBOAUTL TOYHYIO BepHUpHUKa-
A0 MHOTHUX (POPM HACIIEICTBEHHOMN MATOJIOTHH.

MuToXOHIpUAIIbHBIC JHIC(PATOMUOTIATHI
— 9TO OOHIMPHBIM KJlacC HACIEICTBEHHBIX 3a-
OoseBaHUii, 0OYCIOBJICHHBIX HAPYIICHUSIMHU JIbI-
XaTenpbHOU 1lenmn MHUTOXOHApuH. Kak mpasuio,
y BCEX MAIMEHTOB C MUTOXOHJAPHUATHLHBIMU JHIIE-
(haToMHeTMuTaMu MIPUCYTCTBYIOT CUMITTOMBI, KO-
TOPBIE HABOJAT HA MBICJIb O MUTOXOHIPUAITBHOM
nuchyHkuuu. JleTu JeMOHCTPUPYIOT OJu3Kue
KJIIMHMYECKHE MPOSIBIIEHUS, YacTo Hecrenuduye-
CKHE, KOTOPbIE MOTYT KaK BBI3bIBAThH CJIOKHOCTH
¢ ueTkol auddepeHianmueli MUTOXOHIPHATLHO-
ro 3a00JIeBaHUsI, TAK U CBUJICTEILCTBOBATH O JPY-
roii matonornn. CymMMapHas 4acToTa MHUTOXOH-

JIpUATbHBIX 3a00J€BAaHUN MO PA3HBIM OICHKAM
cocrasiser 1:5000-1:10000 >kuBBIX HOBOPOXK/IEH-
HBIX. 3a00JIeBaHUS U3 3TOU I'PYIIIBI ACOIOTHPYIOT
B 11000M Bo3pacte. K MUTOXOHIpUAILHBIM JHIIE-
(dhamomuonaTrsM, MAaHU(PECTUPYIOITUM B PAHHEM
BO3pacTe C IpyOBIMH MPOTPECCHUPYIOLIMMH He-
BPOJIOTUYECKMMH HAPYIIEHUSIMU, OTHOCUTCS TIO-
JIOCTPBIM HEKPOTUZUPYIOMUN SHIEPATOMUCITUT
nau cuaapom JIu (CJI) (G 31.8 mo MKB 10, Leigh
Syndrome, cunapowm Jles, mogoctpast HEKPOTHU3H-
pyrormias sHiedagomuenonatus). Yacrora BcTpe-
yaemocTH 1:50000 »UBBIX HOBOPOXKIEHHBIX [1, 2].

CJI moxeT OBITh CBSI3aH C MyTalUsSIMU B
TeHax, KOJAUPYIOIMHNX MOTHUIETTUIBI KOMIUIEKCOB
JIBIXaTeIIbHOM 11el MUTOXOHIPUM 1 OeNIKH, Mpu-
HUMAIOIMe y4JacTue B cOOpKe KOMIUIEKCOB JIbl-
XaTEJIbHON LENMU MUTOXOHIPUN HA BHYTPEHHEHN
MuToxoHaApHranbHoi MeMOpane. CJI nebroTupyer
MPEUMYIIECTBEHHO B PAHHEM JIETCKOM BO3pacTe,
XapaKTepu3yeTcss MPOTPECCUPYIOIUMU  HEBPO-
JIOTUYECKUMHU paccTpoiicTBaMu (yTpaToil paHee
MPUOOPETEHHBIX ICUXOMOTOPHBIX HABBIKOB, MbI-
MIEYHON TUTIOTOHUEH, MO3)KEUKOBBIMU U IKCTpa-
MUPAMUIHBIMU PACCTPOMCTBAMH, CYyIOPOTaMH),
JAKTAT-aIUI030M U XapaKTEePHBIMU HEHpOpaIu-
OJIOTUYECKUMH U3MEHEHHSIMH TP MarHUTHO-Pe-
30oHaHCHOH ToMmorpaduu (MPT) romoBHOro Mo3-
ra [3].

Tun HacjaemoBaHUsS TEHETHUECKU TeTepo-
TeHHBIX (opM 3a00JIeBaHUS PA3IUYEH: AyTOCOM-
HO-PELIECCUBHBIN, X-CLUEIUICHHBI PELECCUBHBIM,
MHUTOXOHIPHUAJIBHBIH [4].

deHOTUNTMYECKHUE TPOSIBICHUST 3a00JeBa-
HUS CBSI3aHbI C IeheKTaMU reHOB, 0003HAUYEHHBIX
kak SURF-rennt (surfeit-rensr). I'en SURFI
KapTupoBaH Ha Xpomocome 9q34 B kiacrtepe
6. IIpoayxtr rena SURF1 — MITPROT-6enok
(mitochondrianprotein), cocrout u3z 300 ammuHO-
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KHUCIIOT M BCTPOEH BO BHYTPEHHIOIO MeMOpaHy
MUTOXOHApUU. OH UrpaeT pPelarollyl0 poyib B
coopke xomimiekca muroxpoMmokcuaasbl (COX).
VKa3aHHbBIA 3H3UMHBIN KOMIUIEKC COCTOUT U3 13
CcyOBeIMHUL, U3 KOTOPBbIX 3 (camble KPYIHbIE)
konupytorcs muroxonapuaipHon JHK, a 10 —
snepuoit JIHK. Bce myrauuu B rene SURF1 nipu-
BOJIAT K OMOCHMHTE3Y YKOPOUEHHOTo OelKa U Mo-
BpexaeHusIM COX-KoMIuiekca. DTO IPUBOIAT K
CHDKEHHUIO aKTHUBHOCTH KOMILJIEKCA JIbIXaTeIbHOM
LIETY, YTO 00YCI0OBIMBAET HAPYIIEHUE TPAHCIIOP-
Ta 3JIEKTPOHOB [4].

Omucano oxono 40 pa3IuyHBIX THUIIOB
MyTauui, BeAymux K cuHapomy JIn. K cambeim
pacIpoCTpaHEHHBIM  MYTallMsIM  OTHOCSTCA
312-321del311-312insAT. Ona oOHapykeHa B
70% MyTaHTHBIX ajulesiell y HalUeHTOB U3 3anaj-
Hoit EBpomnbl. Bapuant 845delCT 6omnee xapaxTe-
peH s nanueHToB u3 Bocrounoit Esporrst [3, 6].

ITpu nmpoBeneHnn OMOXUMUUYECKUX HCCIIE-
JoBaHM y OonbinHcTBa nanueHtos ¢ CJI Ha-
0J1t0/1aeTCsl MOBBIIIEHNE KOHLUEHTpALUK JIaKTaTa
B KPOBH U CIMHHOMO3I'OBOM >KMJIKOCTH, ITOBBILLIE-
HUE COOTHOUICHUS JIAKTAT/TIUPYBAT. DTO SBISET-
Csl CIIEJICTBUEM HAPYILIEHUS OKHUCIUTEIbHO—BOC-
CTAHOBHUTEJIILHOTO CTATyca LUTOIMIA3Mbl. HacTo
HaOIIoIaeTCsl  «apajioKcanabHasl TUIMEpKEeTOHe-
MHUS» — TIOBBIIIIEHUE YPOBHSI KETOHOBBIX TeJ MO-
cjle NMUIIEBOM HAarpy3KW M BBICOKOE COOTHOILIE-
HUe 3-TUApOKCHOyTHpaT/aneToaneraT B KPOBH.
OCHOBHOI OMOXMMHYECKHMH MPU3HAK — JIAKTAT—
alMI03 C TOBBIIIEHHBIM YPOBHEM MOJIOYHON U
MAPOBUHOI'PAIHON KUCIOT B KPOBU U JIMKBOPE.
NmeroT MecTo opraHuueckasi aluaypHsi, CHUXKe-
HUE conepxkaHust kapHuTuHa. [Ipu nmpoBeaeHun
aHAJIN3a OPraHUYECKUX KUCIOT MOYM MOJXKET Ha-
OJII0ATHCS] MOBBIIIEHHASI SKCKPELs] OpraHuye-
CKHMX KHCIIOT, y4acTBYIoIuX B inkjie KpeOca.

HebroT 3ab05€eBaHNUs NPUXOAUTCS HA Mep-
BbI€ T'OJIbl )KU3HU. B penkux ciydasix OCHOBHbBIE
HEBPOJIOTMYECKUE  HAPYLIEHUS  IPOSIBIISIOTCS
B MOJIPOCTKOBOM Tiepuojie [7]. Yaiie HeBposio-
rudyeckue paccrpoiictBa npu CJI mosBisiioTcst
MMOCTENEHHO, pexe — ocTpo. Pa3BuThiO MOryT
MpEeIIECTBOBATh MHTEPKYPPEHTHbIE HMH(MEKLINH,
npotekawomue ¢ ¢GeOpuIbHON TemnepaTypoi,
BAKLMHALMS WJIM XUPYpruyeckue BMeLIaTelb-
crBa. I[lpu mManudecranuu 3aboneBanus Ha 1-m
oAy >KM3HU MPOUCXOAUT yTpaTa paHee npuoodpe-
TEHHBIX [ICHXOMOTOPHBIX HABBIKOB, PA3BUBAETCS
nudgy3Has MbILIEYHAS] TUIIOTOHUS, MOSIBIISIFOTCS
c1aboCcTh MPU COCAHUU, HAPYIIEHUS IJIOTAHUS,

OTKa3 OT eIbl, HEOOBSCHUMBIE PBOTHI, TIOBBIIICH-
Hasi BO30YIMMOCTb WJIM COHJIMBOCTD, OECITPUYHH-
HBIM KpUK, 3MUIENTHYECKUE CYAOPOTH, IPEUMy-
IIECTBEHHO MUOKJIOHUYECKOT'0 XapaKTepa.

[Tpu Hauane 3a001eBaHUS HA 2—M FOTY JKU3-
HU BEIYLIUMHU CHHAPOMAMH SBIISIOTCS 3a/I€pPiKKa
JIBUTATEIBHOTO DPAa3BUTHsI, MO3KEUYKOBBIE pac-
CTpOMCTBa (IIATKOCTh MPHU XOAbOE, AU3APTPUS),
OOJIbHBIE JE€TH HAYMHAIOT IOCTENEHHO YyTpauM-
BaTh paHee NpUOOpeTeHHble HaBbIKU. B mocie-
JYIOIEM TPHUCOEIUHSIOTCS TeHEPaIM30BAHHBIC
SMUJICNTUYECKUE TTPUCTYIIBI, YaCTO PA3BUBAIOTCS
JBIXaTENIbHBIE PACCTPOICTBA (AMU30ABI THIEP—
WM altHOd3, OCOOCHHO BO BpeMsi MH(MEKIIMOHHBIX
3a00JIeBaHUIl CTPUIOPO3HOE [IBIXAHME), HApyXK-
Hasg o(TanbMOIIerus, CHOHTAHHBIM HHUCTArM,
OynbOapHBIE CUHIPOM U 3KCTpamUpaMUIHbIE
paccTpoiicTBa B BHJE JAMCTOHUU M XOperu(popMm-
HBIX THIEPKUHE30B. [Ipn mogocTpom TeueHUu y
netell HaOromaeTcs 3aepikKKa TICMXOMOTOPHOTO
pa3BUTHUS, TAKUE MALUEHTHI YaCTO HAOIIOJAI0TCS
y HEBPOJIOTOB C TMATHO30M «JIETCKUH liepedpaib-
HBI mapanuuy». B psnge ciaydyaeB B matosioruye-
CKMH TPOIIECC BOBJIEKAETCS IPEUMYIIECTBEHHO
nepudepudeckas HEpBHas CUCTEMa, TPU TOM Ha-
omonarorcst qudy3Hast MbIedHass TUITOTOHUS,
apeduiekcns, aTpous MBI U CHU)KEHUE CKO-
pPOCTHU MPOBEAEHUS 0 NepudepruuecKkuM HepBaM.
ITpu nebrote 3a00s1eBaHMS B CTAPIIEM U TIOJIPOCT-
KOBOM BO3pacTe, OTMEUAIOTCS JIKCTpAIMpaMuI-
HO-MO3XEUYKOBBIE PACCTPOMICTBA, B JAIBHEHIIEM
MPUCOCMHSIIOTCS IMPAMUIHBIC HAPYIIECHUS, CY-
noporu [3, 4].

Teuenune CJI HEyKJIOHHO HpPOTpPecCUpyro-
miee, B HEKOTOPBIX ClIydasix 3a0oyieBaHHE IpPO-
TEKAaeT BOJIHOOOPA3HO, 3MU30/IbI YXYIICHUS CO-
CTOSIHHSI COBNAAAIOT C TE€YCHUEM MH(EKIIMOHHBIX
3aboneBanuii. Pexxe 3aboeBaHne MPOTEKAET IO
TUIly ocTpoll sHuedanonatuu. bonee xapakrep-
HO XPOHMYECKOE WJIM MOAOCTPOE T€YEeHHUe, KOTO-
poe MPHUBOAUT K JIETAIbHOMY MCXOJy 4epe3 He-
CKOJIBKO JIET Tocjie Hayana 3aboneBanus. Ilpu
OBICTPOM TEYEHUH (HECKOJbKO HEJEIb) CMEPTh
HACTYIIAeT B Pe3yJIbTaTe Mapajnda IbIXaTeITbHO-
ro 1eHtpa [5-7].

IIpu MPT rojioBHOro Mo3ra BbISBIISIIOT OU-
JaTepanbHble, CHMMETPUUHbIE U3MEHEHHS B 00-
JIACTH Tajlamyca, MOCTa, MPOI0JITOBATOTO MO3Ta,
0a3albHBIX TAHTJIMEB M CIIMHHOTO MO3Ta B BHIE
MOBBIIIIEHUS UHTEHCUBHOCTU curHaja. [Ipenmy-
IIECTBEHHOE IOpAXKEHUE Oa3aJIbHbIX T'aHITINEB
OOBSICHSAIOT TOBBILIEHHONW YYBCTBUTEIBHOCTHIO
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3TUX CTPYKTYP K TUIOKCHH. Y HEKOTOPBIX IIa-
IIMEHTOB MOTYT HAOIIFOAAThCS OYaru MOpakKeHUs
Oenoro BemiecTBa MOIYIIAPUNA TOJIOBHOTO MO3Ta
¢ ¢dopmupoBanuem kuct. [lpu s31exTpoHelpo-
MHOTpAa(pUU PETUCTPUPYIOT CHUKEHHE CKOPOCTH
MPOBEJICHUS 110 TTepudepUIecKIM HepBaM, CBH/IC-
TeTbCTBYIOIIEE O JeMUueTnHn3aImu [1, 2].

B manHOIf cTaThe MpUBEICHBI KITMHUYECKUE
HaOmoAeHnsT 2 ciaydyaeB JIeTaJIbHOTO CHHIPOMA
JIu, maHudecTUpOBABIINX 3aJCPKKOH TeMIla
(bM3UYECKOTO M MICUXOMOTOPHOI'O Pa3BUTHUSI, Ha-
pacTaHreM MO3K€UYKOBOM HEOCTaTOYHOCTHU, Ha-
PY)XHOI O(TaJIbMOIUIETUU B pe3yJibTaTe CUMMe-
TPUIHOTO TTOPAXEHUS CTBOJIa TOJIOBHOTO MO3ra
BbeI3BaHHOTO MyTanueild B rene SURF1. OtHocu-
TeJIbHAsl PEIKOCTh MHUTOXOHJPUONATHH B KJIU-
HUYECKON MPAKTUKE U Majiasi U3BECTHOCTb ITOU
HO30JIOTUYECKOUN T'PyNIBI B LIEJIOM, a4 TaKXe TH-
MMUYHAS KJIWHUYECKass MaHudecTamusi CHHIpoOMa
B IIPEACTABJICHHBIX HAOJIOACHUSIX TTPEACTABIISIOT
HUHTEpeC ISl MUPOKOro KPyra HeBpPONAaTOJIOTOB,
MeAUATPOB U MEUIIUHCKUX T€HETUKOB.

Ilpusodum kaunuveckue Haovar0OeHus demeil
¢ cunopomom Jlu.

IlepBoe nabmronenme. Jeouka E. 2006
roga poxaenms, or III OepemeHHOCTH, ITIPO-
tekaBield Ha Gone OPBU B 11-12 Henmenp Oe-
pemeHHocTH, xpoHuueckoit @ITH B 36 Henens,
herpeslabialis B mocneiHeM Tpumectpe 6epeMeH-
Hoctu. Pomer Il cpounbie, 6e3 ocoOeHHOCTEH,
olleHKa 1o mkaje Amnrap 8/9 6amios. Marosec-
Hasl K CpOKY TecTaluu, Bec Npu poxaeHuu 2750
r. Beimucana u3 pomnoma Ha 7-e cyTku. I'ooBy
YAEPKUBAET C 3-X MECSIIIEB, CUJIUT C 8-MU MECSIIIEB,
He xoauT. 1o 00Je3Hn 0XOTHO MoJi3ajia, CTosua,
repectynajia y onopsl. B ¢pusnueckoMm pa3zButuu
cTajia OTCTaBaTh ¢ 6 MeCALEeB, B JBUTaTCIBHOM
—c 1 roma. Ha nepBom rojy xu3Hu o0OcienoBa-
Jlach B TaCTPOIHTEPOJIOTUYECKOM OT/ICIICHUH,
ycraHoBJieH nuarHo3: «Llemmaxms. ['mrmocraty-
pa». OcmoTpeHa reHeTUKOM B PecriyOmmkaHcKoM
MEIUKO-TCHETHUECKOM IIEHTPE — TeHETUYECKOM
MMaTOJIOTUM HA MOMEHT OCMOTpa HE BBISBIICHO. B
Bo3pacTe | ro/ia BBISBIICEHO MOBBIIIEHUE YPOBHS
koprtu3oia B 1,5 paza. Crapmmii cubc npobanma
(6bpaT), oT mepBoro Opaka MaTepH, 3I0POB U €ro
TICUXO(PU3NUECKOE PA3BUTHE COOTBETCTBYET BO3-
pacty. Pogutenu pebGeHka 310poBbI. [IBOIOPO-
HBIA T OTIa OOJIeNT pacCesSHHBIM CKIIEPO30M
(3abomnen B 27 neT, ymMep depe3 S JIET OT Hayaa
3a00JIeBaHUs).

Manudecranus HacTOSIIEro 3a00JIeBaHUS
B Bo3pacre 1,5 j1er, ¢ %ano0 Ha OTCYTCTBUE OTIOPHI
Ha MPaBYIO HOXKKY, ATKOCTh B MOJIOKEHUH CHUJIS
U CTOS1, HApYIIEHHe KOOPAMHAIMU B pyKaX. BbI-
IEU3JI0KEHHbBIE KAT00bI MTOSIBUIIUCH Yepe3 2 He-
nemnu, nocie nepenecennoit OPBU, ¢ Tennennuei
K HapacTaHMIO B T€UEHHE IOCIEAYIOENH HeleNH,
I10 TIOBOJIY YeTO PeOSHOK MOCTYITHII B CTaIlHOHAD.
CocTosiHue MpH MOCTYIUIGHUU CpE/IHEH CTEeleHU
TsDKecTH. B co3HaHMM, KOHTAKTy JOCTYITHA, CO-
MpoTuBIsieTcss ocMoTpy. OOpaleHHyo peyb 1o-
HUMAET, BBIMOIHSET MPOCThie MHCTPYKIu. Cu-
JIUT CAaMOCTOSITEIbHO HEYBEPEHHO, He XoauT. B
BEPTUKAJIBHOM ITOJIOKEHUM Tella, MPH TOIIACPK-
Ke, OTCYTCTBYET omopa Ha mpaByio HOXKy. Co
CTOPOHBI YEpEIHbIX HEPBOB: BBISBIISIETCS KPYII-
HOPA3MAaIlNUCTBI TOPU3OHTAIBHBIM U BEPTUKATIb-
HBI HUCTATM C POTATOPHBIM KOMITOHEHTOM, yCU-
JINBAIOIIMUACS B KpPAaWHUX OTBEACHUSX IJIA3HBIX
SI0JTOK; JIETKOE OTpaHWYEHUE IMOIBMKHOCTH TJIa3-
HBIX SIOJIOK KHAPYKU, 2-CTOPOHHUI IK30(TATIbM.
Mpbiiieunblii ToHyC Audpy3Ho cHikeH. I'mybokue
pediiekchbl 03kUBIIEHBI, 6€3 yOenuTeIbHOM pa3Hu-
1bl. BBI3BIBAIOTCS MATOIOTUYECKUE PEeqIIEKChl —
Sxobcona—Jlacka m babuHckoro cripaBa. B mo3ze
PombGepra ne crour. [IpenmeTsr OepeT HeyBepeH-
HO. VMIHTEHIIMOHHBIA TpPEeMOp B pyKax M HOTax.
MeHuHreanbHble CUMIITOMBI OTPHUIIATEIbHBIE.

B ananuze nmukBopa: uto3 6/3, 6enox 0,55
r/n. B mporenHorpamme — runoraMMariiooyJimHe-
must (7,31% nipu Hopme — 13-22%). B oOmem aHa-
T3¢ KPOBU — QHEMMS JITKOW CTETIEHU TSDKECTU
(Hb - 112 r/m).

Ha MPT rosoBHOro mMo3ra ObUIO BbIsIBIIC-
HO BOCHAJIUTEIBHOE MOPAKEHUE C JIOKaJIU3alu-
el B objlactu Tajmamyca, 0a3ajbHbBIX TaHTJINCB, B
CTBOJIE TOJIOBHOTO MO3Ta ¢ 2—X CTOPOH, TJie OOHa-
PYXEHBI OYaTrH MOBBIIICHHOTO CUTHAJIA B PEKUME
T2 u cHmwxkenHoro B pexume T1 ¢ mocraTouyHo
YEeTKUMH HEPOBHBIMU KOHTYPAMH BBITSIHYTOU
tdopwmel. [ToTopHoe MPT rosoBHOTO MO3ra Ue-
pe3 2 Hegenu 0e3 CYIIeCTBEHHOM TUHAMUKH.

Ha ocHoBaHMM MTOJTy4eHHBIX TaHHBIX yCTa-
HOBJICH KJIMHWYECKMH uarHo3 «OCTpbeIi BU-
pycHbIN SHIIE(DATUT HEYTOUHEHHOW 3TUOJIOTHHU.
MunumanbHas uepedbpanbHas TucyHKIIHS C aTO-
HUYECKU—ACTAaTUYECKUM CHHJIPOMOM, 3aJI€PKKOMH
MOTOpHOr0 pa3Butusi. ['unocrarypa. demuenu-
HU3MpYIolee 3a00JIeBaHUE TOJIIOBHOTO MO3raty.
Ha ¢done mpoBeneHHOTO JIeUeHHUST — aHTHOAKTepHU-
anbHasl Tepanusi, TPOTUBOTPUOKOBBIE, TPOTUBO-
BUPYCHBIE ITpEMapaThl, TITIIOKOKOPTUKOCTEPOU/IBI,
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HEUPOTPOITHBIE MTpernapaThl, MeTa0oInUecKas Te-
panusi, TNypeTUKH, KapAUOMETa0OTNIECKHE U CO-
CyJIMCThIE MpenapaTbl, UMMYHOMOYJIUPYIOIIUE
CcpelcTBa, MYKOJIMTHUKH, (DepMEHTBI, 3yOMOTUKH
OTMEUEHA MOJIOKUTEIbHAS AUHAMHUKA: Hapocia
OMOIIMOHAJIbHAS aKTUBHOCTb, CTajla yBEpEHHEee
CUJIETh, TIOJI3aTh, CTOSITh Y OTOPHI, MIEPECTyIAaTh,
MEHEe BBIpa)KEHbl HUCTAarM MATaKCHS B ITOJIOXKE-
HHH CTOS (TIPU MOACPIKKE).

VYuuteiBasi HanmuuuMe y peOeHka auzpadu-
YECKOTO CTaTyca, TUMEPTPUX03a, TUIMOCTATYPHI,
3aJICPKKU (PU3NUECKOTO U MOTOPHOT'O PA3BUTHS,
OTSITOIIEHHOHN HACTEACTBEHHOCTH TIO0 PACCESTHHO-
MY CKJIEpO3Y, ITOCTEINIEHHO HapacTalolei HEBPO-
JIOTUYECKON CUMITOMATUKU U KapTuHbl MPT ro-
JIOBHOTO MO3Ta, HAIIPABJIEH HA KOHCYJIHTAIIMIO B
Pecny6nukaHckuii MEIUKO-T€HETUYECKUN LIGHTD,
C LEeJIbI0 MCKIIIOYEHUs Ae0r0Ta HACIIEACTBEHHOTO
JIEMHUEITMHU3UPYIOIIETO 3a00J1€BaHUSI TOJIOBHOTO
Mo3ra, Te ObUT 3amog03peH cuHapoM KopHennun
ne Jlanre. C 11e7bi0 yTOUHEHUSI AMATHO34, B MEJIU-
KO-TEHETHMUECKOM HaydyHOM IieHTpe Poccuiickoii
aKaJeMUn MEIUIMHCKUX HayK, B JlabopaTopuu
HACJIEe/ICTBEHHBIX OOJIe3HE 0OMEeHa BEIIeCTB IIPOo-
BemeHa JIHK-mmarHocTmka, BRISIBHUBIIAS YacThIC
mytanuu B rene SURF1, Ha ocHOBaHuM 4ero BbI-
CTaBJIEH 3aKIIOYUTENbHBIA nuarno3: [TomocTperii
HEKPOTU3UPYIOIUN SHIEPATOMUETUT (CHHAPOM
JIn) — HacnencTBeHHASs MUTOXOHIpUAJIbHAS TATO-
Jiorusl.

Cnycrsa 3 Mecsina J1eBOYKa MOCTyNWIa MO-
BTOPHO B KJIMHUKY B CBSI3U C YXYAIICHUEM B He-
BPOJIOTHYECKOM CTaTyce — Hauyajla yTpauuBaTh
NpuoOpeTeHHbIE paHee HABLIKM, U B cOMaTHye-
CKOM — CHW)KEHME Macchl Tella, ciabocTh, cyode-
opunuteT. COCTOSIHUE TIPH MTOCTYIUICHUN CPETHEH
crenieHn Tsbkectd. Ha (one coxpaHeHHOro co-
3HAHUS W YMOIMOHAJIBHON BSIJIOCTH OTMEYAIUCh
BBIp@)KEHHAS CTATHYECKAsl U JUHAMMYECKAS aTaK-
cusl, MbliedHast Aud@y3Hasi TUIIOTOHUS, TJIa30/1-
BUTATEJIbHbIE HApyIIeHUS. PEeHTTeHOJIOTUYecKu
BBISIBJIEHA OCTpasi IBYCTOPOHHSSI 0YaroBast ITHEB-
MOHU. BrIlcaHa w3 HEBPOJOTUYECKOTO OT/e-
JICHHUSI uepe3 MecsIl 0e3 CyIIeCTBEHHOW TOI0KH-
TEJIbHOW JUHAMUKU B HEBPOJIOTUYECKOM CTaTYCE,
MOJT JUHAMHYECKOE HAOIIOJCHUE YYaCTKOBOTO
neauaTpa U HeBPOJIora.

Crnenyrolasi rocnuTainzanus pedeHka ue-
pe3 4,5 Mecsilia B peaHUMALIMOHHOE OT/IEJIEHUE C
’Karo0aMu Ha OMBIIIKY, TPUCTYIIBI 3aICPIKKHU IbI-
XaHUs, TPEMOP, IIMaHO3 HOCOTYOHOTO TPEYyroib-
HUKA, OTKa3 OT €/Ibl, perpecc MpuoOpeTeHHBIX pa-

HEee HaBBIKOB, MOBBIIICHUE TEMIICPATYPHI.

IIpu mocTymieHnn oTMeYaeTcs OTpHIla-
TeJIbHASl TUHAMHUKA B HEBPOJIOTHUECKOM CTaTyCe:
perpecc Ncuxnueckux QyHKINM, He CUJTUT, HE CTO-
UT, TOJIOBY HE yJIEPKUBAET, CIOHTAHHBIA KPYII-
HOpAa3MaIllUCThIi HUCTArM, HapykHas o(Taib-
MOITJIETHSI, BBIPaXKEHHAS! MBIIICUHAS! TUITOTOHHS,
aTakCHs, TPEMOP B KOHEUHOCTSX, JbIXaTEIbHBIC
HapyHIeHHs 0 TUIY AUCIHOI. Pentrenonoruye-
CKM BBISIBJICHA KapTHHA OCTPOW JABYXCTOPOHHEU
O0YaroBOl IMHEBMOHUU. 3a BpeMsi NMPEOLIBAHUS B
OTHEJIEHUH peaHUMAlMU MPOBEIECHO CIeayIollee
JIedeHUe: aHTHOAKTepuaabHas Tepamus, HeUpo-
TPOTHBIE TIperapaThl, MeTaboIMYecKas Tepa-
MUsl, TAYPETUKH, KapAUOMETA00INIEeCKHe 1 CO-
CYJIUCTBIE TIpenapaThl, MYKOJIUTUKH, (PEPMEHTHI,
syounotuku. JleBouka moiydyajga Takxke MUTAHUE
o 300 M1 UCKYCCTBEHHOU MUTATEIbHOM cMecH 4
pa3a B cyTku 4yepe3 30H1. Uepes 6 qHel mocie mo-
CTYIUICHUS, HECMOTPS Ha IPOBOJAUMOE JICUCHHUE,
3apErucTpUpPOBaAHA CMEPTh OOJIBHON BCIIEACTBUE
PEKYPPEHTHOH JIerOYHON MH(PEKIIUU U OCTAHOBKHU
JIBIXaHUSI.

ITaTonoroanaromuueckuii auarHos: «bo-
JIe3Hb JIM, MHOXKECTBEHHBIC CHMMETPHUYHBIE TJI-
aJTIbHbIC PYOIIbI, MHOKECTBEHHBIC MEIKHE KHCTHI C
3epPHUCTBHIMU IIAPAMH, OTEK M YUACTKU KOJUTUKBA-
IMOHHOTO HEKpOo3a, MUCTPOodUs TIUATBHBIX KIle-
TOK ¥ MHOJKECTBEHHBIC KJIETKU-TCHH T'OJIOBHOTO
MO3Tay.

Bropoe nabmoaenne. Manpunk M. 2012
roga POXKICHHS IOCTYIIWJI B HEBPOJIOTHUYECKOE
otneiaeHue I’ pOJHEHCKOW 00JacCTHON JeTCKOM
KJIMHUYeCKO O0JbHUIIBI B Bo3pacTe 1 rog 5 Me-
CSILIEB C J)KaJTo0aMu MaTepy Ha OTKa3 OT e/bl, Clla-
00CTb, BSIJIOCTh, OTCYTCTBUE MPUOABKHU B Bece, 3a-
JIEP)KKY B MOTOPHOM M PEYEBOM PA3BUTHHU.

Co c10B MaMbl, YXYIIIEHUE B COCTOSHHUH
HACTYIUJIO B KOHIIE TIEPBOTO T'0JId KU3HH, KOTJa
MOSIBWJIMCH MBIIIEYHAs CI1a00CTh, MPAKTHUYECKU
TIOJTHBIN OTKAa3 OT €JIbl, yTpaTa HABBIKOB XOAbOBI.
Jo MoMeHTa rocrutaau3anuy Habroaaacs y He-
BpoJiora ¢ Juario3oM «CHHIPOM MBIIIICUHOU T'U-
MMOTOHUH, 3aJIep’KKa MOTOPHOTO B PEYeBOIr0 pas3-
BUTHSD).

Pebenok ot I 6epemeHHOCTH, TPOTEKABIIEH
0e3 ocobenHocrelt, I ponoB B cpoke 40 Henenb
¢ oreHkol o mkaje Amnrap 8/9 6amros. Mac-
ca nipu poxaenun 3300 r, mmuHA Tema — 52 cM,
OKPY>KHOCTb TOJIOBBI — 34 c¢M. BeimucaH u3 poj-
JoMa Ha 5 cyTku 0e3 yKasaHHsl Ha MAaTOJIOTHIO.
T'onoBy gepuT ¢ 2-X MeCsSLEB, CUAUT ¢ 7 Mecs-
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LEeB, XOAUT ¢ moaiepkkoii ¢ 1 rona 3 mecsiues. He
npuBUT (0TKa3 poauteneit). o 6 MecsitieB B Mmacce
TeJa MpuOBIBal yAoBIeTBOpUTENbHO. [Tocne 6-ro
MecsIla KU3HH MTOCTENEHHO yXY/IIAJICs aleTHT,
npubaBka macchl Tena cocrasisiia 200-300 r B
Mecsil. Macca Tena Ha MOMEHT T'OCHUTAIN3ALNT
7700, niouHa Teaa — 76 cM.

®eHotun 6e3 rpyObIX aHOMAJIWUWA U JIUC-
Mopduil (OTMEUEHBI TOIUXoledanus, SIMUKAHT).
Tenocnoxenue mnpornopiuuoHanbHoe. KcroHdyeH
MOJIKOKHO—KUPOBOM CJION, Typrop TKaHU CHH-
*eH. Co CTOPOHBI BHYTPEHHUX OPraHOB NATOJIO-
T HE BBISIBJIEHO.

HeBponoruueckuii cratyc: cOCTOsSIHUE pe-
OeHka TspKeltoe. B co3sHaHUM, BSIBINA, MIIaKCUBBIN.
Ha oxpyxarmommx peakius cHuxeHa. OKpyx-
HOCTb royioBbl — 46 cM. bonbpmioil poaHHYOK
1,5x1,5 cMm, HUKE YPOBHSI KOCTHBIX KpaeB. Cuaut
C MOAIEPKKOM, MOJI3AET, C TPYJOM BCTAET Yy OIO-
pbl. Uepernnble HepBBI: 3pauku D=S, orpannuena
MMOJIBIJKHOCTh TJIA3HBIX SIOJIOK KHApPYXH, TOPH-
30HTAJIHBI HUCTArM, TOJIOC SICHBIM, TJIOTAET.
MBbIIIeYHBIN TOHYC HU3KUH, MBIIIIIBI APSOIbIe HA
omynb. CyxoxunbHble pedrekcsl D=S xuBsbe.
ITaTosmornyeckux CTOMHBIX 3HAKOB HET. MEHUH-
TUalibHble CUMIITOMBI HE BBI3bIBAIOTCS. B momo-
KEHHUH CUIs1 BEIpakeHHBIHN kugo3. [lepectymnaet ¢
IIOIJICPIKKOM 32 00€ PYKH C aTaKCHUEH.

IIpu o6cnenoBanum B oOOLIEM aHAIH-
3¢ KPOBM OTMEUAJIACh AHEMUS JIETKOM CTEreH’
(HB — 102 r/1). B OMoXuMu4eckoM aHaIn3e KpOBU
— CHW)KEHME YPOBHS CBIBOPOTOYHOTO keje3a (6,3
MKMOJTB/J1). AHAJIU3 MOYH, JTUKBOpPa O€3 IaToJIo-
ruu. B konmporpamme — HernepeBapeHHas KieT4aT-
Ka +, kpaxman ++. Ha R-rpamme rpyaHoit kiiet-
KM pacIIMpeHHue IpaHull cepalia 3a CUET JIEBOIO
xkenynouka. DKIT — cHmkenue Bonmpraxka. Y3U
TOJIOBHOI'O MO3ra, OpraHoB OPIOIIHON MOJOCTH,
cep/illa 1 MoYeK B MpeJiesiaX BO3PACTHON HOPMBI.
®OubporacTpoyoJIeHOCKOIUSI 0e3 MATOJOTUH.
KucnoTHo-0CHOBHOE COCTOSIHUE: YBEJIMYEHUE
JIaKkTaTa B quarasone: 3,7-5,4 MMOJIb/I1.

Ha ocHoBaHMM KIMHUYECKON KapTUHBI, He-
BPOJIOTHYECKOTO CTATyca, MOBBIIICHUS] YPOBHS
JlaKkTaTa ObUI BBICTABIICH MPEABAPUTEIILHBIN Ua-
rHO3: «/lerenepaTuBHOE 3a00JIeBaHNE IICHTPAIIb-
HOW HEpBHON cHUcTeMbl. MUTOXOHApPHUATbHAS
sHIedaonatus? 3aaepkKka B TCHXOMOTOPHOM
pasButuu. benkoBo—sHepreTuueckas HegOCTa-
TouHOCTb III cTenenm».

J1st yTouHeHus nuariosa BeinojHeHa MPT
TOJIOBHOI'O MO3Ta, IJe B CTBOJIE MO3Ta Ha YPOBHE

HOKEK MO3XKeYKa, MPOI0JIr0BATOTO MO3Ta, MOCTa
1 HOXXEK MO3Ta OOHapy>KEHbI MPaKTHIECKH CHM-
METPUYHO PACIOJIOKEHHbIC, YYACTKU H3MEHEH-
HOI'O CUTHAJIa B BUJIE OKPYTJIO-OBAJILHBIX 30H 5—8
MM noBbIleHus curHaia B pexume T2 u FLAIR,
cHuxkeHHoro B pexume T1. B pexume DW cur-
HaJI OT 3TUX 30H NOBBIIIEH. [10BBIIIIEH TaKKe CUT-
HaJl OT JOP3aJIbHBIX OT/IEJIOB MO3OJUCTOTO Tela
Ha ypOBHE BaJIMKa U TTOKPOBA.

KoHcynbTrpoBaH BpauoM—TeHETHKOM. BbI-
MOJIHEHBI CIEAYIONINE UCCIIEIOBAHUS: KapUOTHI
(Ne 1712/13) — 46,XY (HOpMAaJIbHBI MYKCKOH
HabOp XpPOMOCOM), CEJIEKTUBHBIN CKPUHUHT — B
npefienax HOpMBI. TaHaemMHass Macc—CIIeKTPO-
METpHS CyXUX IISITEH KPOBH — HeCTIeM(PUIeCKHUe
U3MEeHEeHHs] TpOodUiIsi AaMUHOKUCIOT M alluiIKap-
HUTWUHOB. AKTHBHOCTH JIN30COMHBIX (pepMEHTOB
— IMATrHOCTUYECKU 3HAYMMBbIX U3MEHEHUM HEe BHI-
sBireHo. Mckmouensr 6ome3nb ['ome, GM1-ran-
TIIMO3HI03, allb(ha—MaHHO3UI03, OeTa—MaHHO3H-
o3, (yko3mumo3, 6oie3nb 3anarodda, Oole3Hb
Tes—Caxkca, 6one3nn [unpaepa, MmeraxpoMaTu-
yeckasl Jielikonuctpodusi, 6one3np Kpadoe, 6o-
JIe3Hb BojbMaHa, HEUPOHAIBHBIN LEPOUIUIIO-
¢ycumno3 1 u II. MonexkynspHo-reHeTUYecKas
JMIMarHOCTHUKA CITMHAJBHOW MBIIIEYHON aTpodhun
— nenenuu 9k30Ha 7 reHa SMN1 He BBISBICHO.
MorsekynsipHO-TeHeTHYeCcKas JUArHOCTUKA CHH-
JIpoma JIu — BBISIBIEGHO T€TEPO3UTOTHOE HOCH-
tenbeTBo MyTanuu 845delCT rena SURF1. I'eno-
trn 845delCT/N.

Ha ocHOBaHWM MaHHBIX aHAMHE3a, KIIMHU-
YECKUX JAHHBIX W PE3YJIbTATOB IMPOBEIECHHOTO
JIOTIOJTHUTEILHOTO  O0CJIe/IOBAHUS  YCTAHOBJIEH
muarHo3 «Cunnpom JIn (momocTpblif HEKPOTH-
3UPYIOIMUNA SHIEPATIOMUETUT). AyTOCOMHO—Pe-
IIECCUBHBIN TUT HacleqoBaHus. Puck mjis cubcon
BBICOKHUH (25%0)».

3a Bpems jeueHus (HEMpPOTpOMHbIE TIpena-
patbl, MeTaboInuecKas Tepamnusi, KapauomMeTaoo-
JIMYECKUE U COCYAMCTBIE MperapaThl, (pepMeHTHI)
OTMEeUaJIaCh HEKOTOpasl IMOJIOKUTEIbHAS JIMHA-
MHKa: HE3HAYWUTEJbHO Hapocia JABUTATEIbHAS
AKTUBHOCTH, YJIYUIIUJICS 3MOIMOHAJBHBIA (POH.
Beimucan gomMoil 1Mo MecTy KUTenbcTBa. Pexo-
MEHJJ0OBAHO: CUMIITOMATHYECKAsl TEepaImus, JMHA-
MUYECKOE HAOJIIOICHNE, KOHTPOJIBHBI OCMOT] Y
Bpaua-TeHeTHKa 4yepe3 1 Toj1, MeIUKO—TeHeTHYe-
CKO€ KOHCYJIbTUPOBAHHE CEMbBH IPH ITAHUPOBA-
HUH IETOPOKICHHUS.

B Bo3pacte 1 roma 10 mecsiiieB poaurtenu
00paTUITUCh B TPUEMHOE OT/ICJICHUE 10 MECTY KHU-
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TEJIBCTBA C )KaJI00aMU Ha BAJIOCTh peOeHKa, IIyM-
HOE JIbIXaHHE, 31TN30/] OCTAHOBKH JILIXaHUSI, OTKA3
OT ellbl, PBOTY, MEHUCTOE OT/AEIsIEMOe M30 PTa.
Uepes 4 qHs mociie MOCTyIUIeHUs Ha GoHE Mpo-
TPECCUPYIOLIEH NBIXAaTEJIBHON U CepAECUHO—COCY-
JIUCTON HEIOCTATOUYHOCTH HACTYIMWII JeTaJlbHbIN
ucxoj. Ha ayroricuu BbIsIBJI€HBI MHOKECTBEHHBIE
(hOKyCBI MOJTHOTO M HEMOJIHOTO KOJUIUKBAI[MOH-
HOTO HEKPO3a HEPBHOM TKAHU MPOJOJITOBATOTO
MO3ra U MOCTa, HOXEK MO3KEeUKa, MO30JIUCTOTO
Tena.

Cembsi mpollia MeIUKO-TEHETUYECKOe
KoHCyJbTUpoBaHue. [locne OGuorncnm BOpCUH XO-
pUoHa OBbUIO JABAX/bBI BBIMOJIHEHO MPEPHIBAHUE
OEpPEeMEHHOCTH O MEIUIIMHCKUM TMOKAa3aHUSM B
cpoke 12 Hepnenb. B 000ux ciydasix IpeHaTalbHO
JUAarHOCTUPOBAH IOJOCTPBbI HEKPOTU3UPYIO-
Ui sHIehaToMUeUT (CHHAPOM JIn).

3akno4vyeHue

PaccmartpuBas npuBeieHHbIE HAOIIOACHNUS,
MOXHO OTMETHUTb, YTO COUETAHUE B KIIMHUYECKON
KapTHUHE IIPOTPECCUPYIOLLEro TeUeHUsl 3a0oIieBa-
HUSI B BUJE YTPaThl MPUOOPETEHHBIX paHee Ha-
BBIKOB, MBIIIEUHONW THUIIOTOHUM C HApPyIICHHEM
BUTAJIbHBIX (DyHKLMI, HayajJoM B KOHLE IIEpBO-
ro roja »W3HH, JJAKTaT—alu103a, XapaKTepHOH
MPT kapTunbl B BUJE CUMMETPUYHOCTU MOpa-
KEeHUsI B 00s1acTu 6a3ajbHbIX TAHIJIMEB U CTBOJIA
TOJIOBHOI'O MO3Ta MOCIYXUIM OCHOBAHUEM 3aIlo-
JIO3PUTh HACJIEICTBEHHOE AEMHEINHU3UPYIOIIee
3a00JIeBaHNE T'OJJOBHOI'O MO3Ia M HAIPABUTh Ha
IIPOBEJICHUE MOJIEKYJIIPHO-TEHETUYECKOTO CKPU-
HUHIa, B pe3yjbTaTe 4ero ObUIM OOHapy>KeHbI
mytauuit B rene SURF1, xapakrepusle 115 Ha-
CJIECTBEHHOW MHUTOXOHAPHUAIBHON ITaTOJOTHUH,
Ha OCHOBAHUMW YEro BBICTABIIEH MPWKU3HEHHBIN
nuarHo3: «IlomocTpass HEKpOTU3UPYIOIIAS 3HIIE-
dhanomuonatus (curapom JIn)».

1 MUTOXOHAPUOTIATUM, BBI3BAHHBIX MY-
tammsimn MTIHK, xapakrepen nomumopousm
KIIMHUYECKUX MposiBIeHU. OQHAKO B JaHHBIX
CIIy4asx yaanoch MPOCIEINTh B3aUMOCBSI3b CIIel-
n(UYECKOro KOMIUIEKCA CUMITOMOB C XapakTe-
poM creunpuyeckoro reHeTU4ecKoro aedexra.

Bee 310 mpeanonaraer cnennUIHOCTh KCIIpec-
CHUU TeX WM MHBIX MYTalluii B MaTOreHe3e MU-
TOXOHJPHONATUH, OOBSICHAS MPOTrHOCTHYECKYIO
LIEHHOCTb U Ba)KHOCTb '€HETUYECKON JUATHOCTU-
KH.

[Tpu muddepennanbHON TMATHOCTUKE He-
00X0JIMMO YUUTBIBATH IIMPOKUIN CIIEKTP MATOJIO-
TUYECKUX COCTOSIHMM, HEPBHO—MBbIIIIEUHbIE 3200-
JeBaHUsl, MUACTEHUIO, OOJIE3HN OOMEHA KUPHBIX
KHUCIIOT, OPraHWYECKHE alluAEMHM, KapAUOMHU-
OIIATUH, AYTOUMMYHHBIA ITOJMIHIOKPUHHBII
cunapom Il Tuma, caxapHelii guadeT HE MUTO-
XOHAPUATBHOTO MPOUCXOXKIEHUS, ITOCIE/ICTBUS
MEPUHATAIBHOTO MOPAXKEHUSI HEPBHOM CUCTEMBI
U ap.

TaTenbHblil cOOp aHaMHeE3a, OLEHKA He-
BPOJIOTUYECKON KapTUHBI O0JIE3HU U TaHHBIX JIa-
00paTOPHO—MHCTPYMEHTAJIBHBIX METOJIOB MCCJIe-
JIOBAHUSI TO3BOJIWIM CY3UTh JAMATHOCTUYECKHUH
MOWCK M HAMPABUTH MALIMEHTOB I 00OcienoBa-
HUsI T€HETUKOM, ITOATBEPKACHMS IIpelIoarae-
MOT'0 IMarHO3a U NPeHATAIbHON IUArHOCTUKH.
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