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B crarbe npencraBieHsl 1Ba KIMHAYECKUX CIydast
3a00JIeBaHuUs, OWH U3 KOTOPBIX BEPUPHUIIUPOBAH KaK
BapHaHT MUTOXOHAPUAIBHOHN 1uTOnaruu. Bropoit
ManueHT OBbLT HaIlpaBJIeH I aMOynaTOpHOH
HEHpOBU3yaIN3aIlH1 C [IeJbI0 YTOYHEHHS TaTOJIOTHH
TOJIOBHOTO MO3Ta BBULY ITOSIBJICHUS NT0O3a U CHIDKCHUSA
ocTpoThl 3peHus. [IpenBapuTesbHblil 0CMOTP
HEBPOJIOTa, TIOMUMO BBIIICONHCAHHONW CUMIITOMATHKH,
MIO3BOJIMJI BBISIBUTH MHOIIATUIECKUH CHHIIPOM,
3aJIePXKKY B IICUXO(U3MUECKOM Pa3BUTHH.

B pesynbrare npoBeAeHHbBIX KIMHUYECKUX

Y HEHpOBU3yaIN3alIMOHHBIX Napaureseit
PEKOMEH/IOBaHO BKIIIOYEHHUE B KPYT
mudepeHInaTbHON TUATHOCTHKH H
MHUTOXOH/APHAIbHON InTonaTny. [IpuBenex
JTUTEePaTyPHBIN 0030p C aKIIEHTOM Ha
HEHPOBHU3yaIN3aI[IOHHOE CONIPOBOXKICHHE
KIIMHWYECKH PEIKOM TPYIIIbI 3a00JIeBaHUH.
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MVYTALIUA MUTOXOHIPAJIbBHOU THK
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The article presented two clinic cases of the disease.
One of them was assessed as variant of mitochondrial
cytopathy. The second patient underwent out-patient
neuro-visualization for revealing of brain pathology
because of the ptosis and visual acuity reducing. The
neurologist’ examination revealed myopathy syndrome
and psycho-physical development delay. As a result of
clinical and neurovizualisation examinations the
differential diagnostics of mitochondrial cytopathy was
recommended. The literature review of
neurovizualisation examinations of rare clinical
diseases was performed.
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JIOCTYITHOCTh HEHPOBHU3YyaJTU3AlOHHBIX TEXHOJOTUN B HACTOALIEE BPEMs
MO3BOJISIET OKa3aTh CYIIECTBEHHYIO TTOMOIIh B PEIICHUH BOIIPOCA JUATHOCTUKH
B Kpyre HO30JOTHHM, 3aJaHHOM KIWHUIMCTOM. BBI3BIBAIOT 0COOBIA MHTEpEC
cllydau pelKuX 3a0o0JieBaHUM, KOTJa MapakIMHUYECKUE METOAbl TUAarHOCTUKH
W3MEHSIIOT HapaBlIeHUEe JUATHOCTUYECKOTO TIOUCKA.

OnHol U3 peiKuX MaTOJIOTHH SBISIOTCS MUTOXOHJpHUAIbHBIEC ITUTONATUU
(ML) — rereporenHas rpyimma 3a00jieBaHHi, 00yCIOBICHHBIX I€HETUYECKUMH,
CTPYKTYpHO-OMOXUMUYECKUMH  aepexkramMmu  MuToxoHapuansHoit JIHK wu
HapylUIEHUEM TKaHEBOTO AbIxaHUsl. MEHOTHUNHYECKUN MOIMMOp(U3M JaHHOM
MATOJIOTHUHU OTIPEIEISACTCS TeTePOIUIa3MHUeH: OTHOBPEMEHHBIM CYIIIECTBOBAHHUEM
B OJIHOM KJIETKE HOPMAJILHOTO («aukoro» — wildtype) u myrantHoro (mutanttype
— mt/IHK) tunos JIHK [9]. Kpome storo, JIHK mepemaercss HCKITIOUUTEIBHO €
ITUTOTJIA3MOMN SUTIEKIICTOK, TaK KaK CIIEpMaTO30U/IbI MMPAKTUYECKH HE COmepKar
MUTOXOHIpHUM. [loTOMYy MUTOXOHJpUANIbHBIE TE€HBI M MHUTOXOHJpPHUAILHBIC
00JIe3HN HACTEAYIOTCS TOJIBKO MO0 MAaTePUHCKOH JINHUH.

B ¢opmupoBanumn knuHudecko kaptuHbl ML uMeroT MecTto Mo3andHoe
U JJOCTAaTOYHO CIy4ailHOE€ pacrpe/ielieHne N3MEHEHHBIX MUTOXOHIPUH B TKaHSX,
pasnudHas 3aBUCUMOCTh OPTAaHOB OT MUTOXOH/IPHUATLHON aKTUBHOCTH M YPOBHS
norpebnenust AT® [10, 11]. Ilockonmpky Hauboiiee SHEPrO3aBUCUMBIMU
SBIIIOTCS IIEHTpaJbHAs HEpPBHAs CHCTEMa W MBIIIEYHAsS CHCTEMa, TO
KJIIMHAYECKN TaKHe MYTAIlMU TPOSBISIOTCS dYalle BCero B (opMe pa3iruHbIX
sHIedanonaruii, Helponatui, Muomnatuil. JpyrumMu opraHaMu-MHIICHSIMH
CTAHOBATCSA CepAlle, TOYKHM, TJa3a, OJHAOKPHHHBIE OpraHel. Bo3spact
MaHudecTanuu 3a00JeBaHUs BapbUPYeT B IMIpeiesiax JIeTCTBa U PaHHETO
IOHOIIECTBA, ITOATOMY MHUTOXOHJpHANbHBIC 3a00JeBaHUSA, KaK W JIPYTHC
HACJICJICTBEHHBIEC TIATOJIOTHH, HaWOOJiee YacTO HaOMIOMAOTCs B TMPAKTHKE
BpaYyeH-TeINaTpOB.

YcraHOBIIEHHE JHMAar€Ho3a OOHOrO W3 BapuaHToB MI[ ocHOBaHO Ha

COOTBETCTBUM JHArHOCTHYCCKUM KputepusMm Thor-Byrneier criteria for



diagnosis of mitochondrial cytopathy, komriekc KOTOPBIX COAEPIKUT OOJIBIIKE U
MaJjible npu3Haku. OCHOBHBIMU JHArHOCTUYECKUMU KpuTepusimu MI siBnsroTcs
U3MEHEHHE OMOXMMHUYECKMX TOoKa3zarened, MopQoJIorMueckue HW3MEHEHUs
MBIIIIEYHON TKAHU C TOSBICHUEM «KPAacCHBIX PBAHBIX BOJOKOH», (HEHOTHII,
COOTBETCTBYIOIIUI MUTOXOHAPHAIBHOMY.

JInarHOCTUYECKM 3HAYMMOW B pa3fele Majble JIHarHOCTHYECKHE
KpUTEPUN  yKa3aHa 31P-MP-cneKTpOCK0nH;{ (MPC) nnsi  BbISIBIICHHS
METa0O0JIMYECKUX PACCTPOUCTB, XapaKTEPHBIX JJIsI JaHHOW TPYIIIbI 3a00JIeBaHUM
[7]. HecmoTpss Ha KIMHUYECKYIO BOBJIIEUCHHOCTh mpu MI] meHTpanbHOMI
HEPBHOW CHUCTEMbI HEHPOBU3YyaJIM3AIMOHHBIC MPU3HAKKM HeCHEU(PUUHBI U
NPOSABIAIOTCS  TU(PPY3HBIMU 30HAMHU JICMKOMIATUM B KOPKOBBIX — OTJIENax
OOJBIIOrO MO3ra IMpPU COYETAHMM C  arpoPUUYECKUMH  HU3MEHEHUSIMU
MOJKOPKOBBIX W HWH(PpaTeHTOpUATBHBIX CTPYKTYyp. C MNOMOIIBI0 MarHUTHO-
pe3onancHoi Tomorpadguu (MPT) MOXXHO BBISIBUTH OYaru JEMHUCIMHU3AINN KaK
pe3ysbTaT 0OMEHHbIX HapyuieHuit [7, 8]. Haubonee pacnpocrpaneHubiMu MP-
U3MEHEHUSIMU OT IIyOOKOTO CEpOoro BEIIEeCTBAa OIKCHIBAIOTCS CUTHAJIBI
runiepuaTeHcuBHbI Mo T2 m FLAIR, rumouwnrencuBnbii mo T1 BU [7].
CrnenyeT OTMETHTb, YTO B IMATOJOTMYECKUH MPOLIECC MOTYT OBITh BOBIICUEHBI
T00bIe  CTPYKTYphl Mo3ra. MMeercs HEKOTOpas THMOBas CHEIUPUIHOCTD
HEWPOBU3YaAJIN3aLlMOHHBIX U3MEHEHUH TP ONpeaeeHHbIX Buaax MIL.

Onucanbl Hambosee TUIMHYHBIE TOPAXEHUS TPHU OMpPENeTEeHHBIX BUIAX
MILI: nereneparusi TMOAKOPKOBBIX siiep U Jieiikoapeo3 mnpu Oonesnu Jles
(momocTpass HEKpOTH3UpYIOLIAs JIeHKodHIedaIonaTys), o4aru HIIEMUU MpU
cugapome  MELAS  (MuToXoHApuanbHas ~— MHOMNAaTUs, dHIEdamonarus,
JaKTaTalua03, HWHCYIbTONOJO0OHBIE SIU30/bl), MO3KEUKOBas arpopusi B
COYETaHUU C aTpoduieil MOJKOPKOBBIX TaHIIMEB MpU cuHApome KupHca —
Ceilpa, oyar HEKpO3a B 3aTbUIOYHBIX [OJISIX, THUIINIOKamIle, TajaMyce Ipu

cuHapome Aumepca. MHOrma BBISABISIIOTCS AaHOMAJIMM CTPOEHHUSI COCYIHUCTOM



CUCTEMBI FOJIOBHOTO MO3ra B BUJIE TUIIOIUIA3UH OAHOM U3 MMO3BOHOYHBIX apTepUid
1100 COeTUHHUTENBHBIX apTepuit [1, 4, 7].

HeiipoBu3yann3alMOHHbBIE CHUMIOTOMBI HE SIBJISIIOTCS 3HAYMMBIMH TPH
dbopmupoBanuu auarHoza MII. OnHako 3HaHHWE HEKOTOPBIX OCOOCHHOCTEM
HEUPOBU3YAIIM3alMOHHON KapThHbl npu MIL[ MOXET HW3MEHHUTH HaIpaBICHUE
JMAarHOCTUYECKOTO  TIOMCKa B CTOPOHY  OOBEIUHEHUS  BBISBICHHOTO
CUMIITOMOKOMILJIEKCA IMOJTHUOPIaHHOTO MOPAKEHUS B OMH U3 BapruaHnToB MLI.

Hear wuccieqoBaHMs: IPOBECTH  KIMHUKO-HEHPOBU3YATU3AIMOHHOE
COTOCTABIICHHUE JIByX CIy4aeB MYJIbTUCUCTEMHBIX 3a00JIEBaHUN MOAPOCTKOBOTO
BO3pacTa, OJIMH W3 KOTOPBIX YK€ ObUI JMArHOCTUPOBAH KAK MUTOXOHApUAJIbHAS
LATONATHSI.

Marepuan u wmeroabl. Ilamment K., 21 rom, ¢ ycCTaHOBJIEHHBIM
JMAarHO30M MHUTOXOHAPUAIBHON LUTONATUM MPOXOAUI Kypc aMOyJaTOpHOTO
JedyeHus U 0OCIeNOBaHMS B HEBPOJIOTHYECKOM IIEHTPE MOJUKIUHUKU
CHCIMAIM3UPOBAHHOTO KypcoBoro amoOynaropHoro Jedenus (CKAJI) T'BY3
«KpaeBast xknmunnveckas 6onpHua Ne 2» (KKb Ne 2). C 11-netHero Bo3pacta
OTMEYAINCh TPUCTYNBl TOJIOBHOM OONM, TOJOBOKPY>KEHHUS, PBOTHI C
NOCJENyIOUed KpPaTKOBPEMEHHOM TMOTEpel OpHEeHTAllMM B MPOCTPAHCTBE.
YcraHoBneH JIMarHo3 UMOTIaTHYECKOI AIUJIETICUH, Ha3HaY€Ha
NPOTUBOCYIOPOKHAs Tepanus. Uepe3 OAMH ToJ NpPU HAPYLUIEHUU pPEXHMA
MpUEMa AHTUKOHBYJILCAHTOB OTMEUEHO BO3HUKHOBEHUE TOHUKO-KIIOHUYECKUX
npuctynoB. B 16 net odcnenosan B Hayunom nentpe 3mopoBbs aereit (HI[3/])
PAMH, npoBenena Koppekuusi MpOTHUBOCYAOPO:KHOM Tepanuu. B Bozpacte 17
JIET IPUCOEANHUIIUCH CHIXKEHHUE 3PEHHUSI Ha JIEBBIN I71a3, ONYIIEHUE BEPXHUX BEK
0 TMOJYNTO3a, CJIab0CTh KOHBEPIeHIIMU CJIEBAa, CIJIAXKEHHOCTh MPaBOM
HocoryOHoU cknanku. IIpu odrampMockonuu BbIsIBI€HA 4YacTU4Has arpodus
TUCKOB 00oux 3putenbHbiXx HepBoB (DZNOU). Ilo pesynabraTtam BBIMTOJHEHHOM

MPT rosoBHOTO MO3ra BBISIBJIEHBI OYaru JIEMKOMATUH B 3aTBUJIOYHBIX J0JgX. 110



naHnHbiM MP-anruorpadguu (MPA) onpeneneHsl NpUu3HAaKU THUIIOTUIA3UK MPABOM
ITI03BOHOYHOM apTEepUH, 3aJHUX COCTUHUTENBHBIX apTEPUM.

B 2011 r. monydyen pe3yapTaT HUTOMOP(HOACHCUTOMETPUU — OTMEUEHO
CHIKEHHE YHCJIa U ONTHYECKON IUIOTHOCTH OTIEIBHBIX MUTOXOHJPHWIA, YHCIIA
KJIACTEPOB, ONTUYECKON IUIOTHOCTH MUTOXOHAPHUA B KJIACTEPaX, AKTUBHOCTH
OTIENbHBIX MHUTOXOHAPUN, MUTOXOHIPHUA B KilacTepax U oOIIed aKTUBHOCTU
MUTOXOHJPHI B KJI€TKax. JJabopaTopHO MOATBEPKIAEH JIAKTAT-alHUI03.

Od¢ransmockonus: yactuunas atpodus DZNOU.

[Io COBOKYNHOCTM KIMHUYECKMX W NApaKIMHUYECKHX TPU3HAKOB
3arnof03peHo 3aboneBanue u3 rpynmnsl ML, B cBSI3U ¢ ’TUM IIPOBEICHO METUKO-
TEHETUYECKOE HCCIIEIOBAHNE HA BBISIBIEHUE MYTAIlUM B MHUTOXOHAPHUAIBHOM
reanome MELAS, MERRF, NAR (3243 A/ G;3271 T/C; 8344 A; 8356TC; 8993
T/C, G). BrlenepedrciieHHbIE MyTalluy HE OOHAPYKEHBI.

[Manment C., 14 ner, xutenb Pecnyonuku Jlarectan. B quarnocruueckuit
HEHTP O(TaIbMOJOTMYECKON  KIMHUKOW  HAlpaBi€H s  [POBENCHUSA
KOMITHIOTEPHOU TOMOTrpaduu TOJIOBHOTO MO3Ta B CBSI3M C JUArHOCTUPOBAHHBIM
MIPaBOCTOPOHHUM NTO30M W JBYCTOpoHHEW yactuuHou arpodueit DZNOU. B
HEBPOJIOTUUECKOM CTaTyce — 3a/epKKa (PU3MUYECKOrO0 M TOJOBOTO Pa3BUTHS
(poct 130 cMm, Bec 40 Kr, OBOJIOCEHHE Ha JIUIIC, B MOJMBIIICYHBIX BIaJHHAX, HA
7100ke orcyrcTByeT). Co3HaHHME SICHOE, OPUEHTUPOBAH MOJIHOCTBHIO, KOHTAKT
3aTPYIHEH W3-3a  SI3BIKOBOTO  Oapbepa, MPABOCTOPOHHUM  IK30(TaNBM,
YaCTUYHBI NTO3 CHpaBa, TOHYC MBIIIL KOHEYHOCTEH PABHOMEPHO CHHXKEH,
r1y0okue peduieKChl TOPMUIHBI, MATOJIOTMYECKHX 3HAKOB HE BBISBIIEHO,
CEHCOpHBIX  HapymieHud  HeT.  KoopaunatopHbie  TPOOBI  BBIMOJHSLII
YAOBIIETBOPUTENBHO.

HccnenoBanue TOJIOBHOTO MO3ra MPOBOJWIOCH HA PEHTTEHOBCKOM
MYJIBTHCIIHPAILHOM KoMIbloTepHOM TOMOrpade Vitrea Prime (Toshiba) wu

MarHMTHO-pE30HAaHCHOM KoMItbioTepHoM ToMorpacde Vantage TITAN (Toshiba)



C MHAYKIMEeW MarHuTHoro moiss 1,5 Ti, a CKeNeTHBIX MBI — C IOMOIIBIO

UTOJIBYATON 31ekTpoMuorpaduu Ha ammapate Heitpo-MBII Heitpocodt (2010).

Pe3yabTarnl 1 00Cy:KIeHUE

[Manuent K., 21 rox. HeBposornueckuii ctaryc Ha MOMEHT OOpamnieHus
JUIsl IpoBeJieHUsI KOHTpoJbHOro MPT uccnenoBanusi: CO3HaHHUE SICHOE, NaMATh
CHW)KEHA Ha TEKYyIIHe COOBITHS, BHHMAaHHE pPACCEIHHOE, 3MOLHMOHAJIBHO
yruionieH, anarudeH. Co CTOpOHBI YepernHOM MHHEPBALIMK BBISIBICHBI CIA00CTh
KOHBEPI€HIIMM, YAaCTUYHBIA ITO3 BEPXHETO BEKa CJIEBAa, CIVIA)KEHA IIpaBas
HOCOryOHast CkJaaka. MOTOPHBIX M CEHCOPHBIX HApyUIEHUH €O CTOPOHBI
BEPXHUX U HUKHUX KOHEYHOCTEW, a TaKKe KOOPAWHATOPHBIX HAPYIICHUU HE
BBISIBJICHO.

JlaHHOMY TanMeHTy ObUT ycTaHOBJIEH auarHo3 MI] 0e3 reHeruueckoro
TUNHUPOBAHUS  BApUAHTa MATOJIOTMM  BBUJY  OTPAHMYEHHOTO  CIIEKTpa
«3asIBJIEHHBIX» MUTOXOHAPHUAJIbHBIX MyTauuid. B OonbimHcTBe cBoeM MII He
MMEIOT JUCKPETHOW MPUYUHBI B BUJI€ €IMHUYHOW MYyTallMl MUTOXOHIPUAIIBHOTO
Ie€HOMa, a MPOSBIISIOTCS KaK PE3YJIbTaT CyMMapHOTO MyTaHTHOTO TeHOMa [5].

I[Ipuy MPT wuccrnenoBaHuu TOJOBHOTO MO3ra BBIABJICHBI CIEIYIOIIUE
M3MEHEHHUS BEIIECTBa TOJOBHOTO MO3ra: 3aTbUIOYHBIE H3BWIMHBI MEJIKHE,
00pO3/1bl IIMPOKHE, TUTIOIIIA3Us YEPBS U HUXKHUX OTIEJIOB reMucdep Mo3xkeuka,
pacimiipeHue OOBOJHOM HHMCTEPHBI, YMepeHHoe aud@dy3HOe pacIIupeHue
Cy0apaxHOUAAIBHBIX  MPOCTPAHCTB B  JIOOHOBHUCOYHO-TEMEHHBIX  JIOJSIX
Oonbioro Mosra. CrabuibHas KapTuHa B cpaBHeHUUd ¢ MP-uccienoBanuem ot
2013 r. (pucynku 1, 2).

Takum 00pazoM, UMENH MECTO HecleuuPUUecKre U3MEHEHHs TOJIOBHOTO
Mo03ra, 0€3 COBOKYIMHOW OIEHKH BCEro KJIMHUYECKOTO CUMMITOMOKOMILIEKCA, HE
NO3BOJISIFOLME  MHTEPIPETUPOBATh MX KakK IPOSIBICHUE  ONpPENEICHHOU

HO30JIOTHYECKOM (hOPMBI.



Pucynok 1. Ilpencrasnennsie MPT-ckanst ot 05.2013 . Uaaykuus marautsoro noss 0,4 Te.
a, b, ¢: pexxumer T2 BU, FLAIR — akcuanbHbIe IPOEKIMH: 30HbI IIOBBIIICHUS HHTEHCUBHOCTH
MP-curnana B 3aTbUIOUHBIX JOJISX; YMEPEHHOE PACIIMPEHHUE apaXHOMUIAJIbHBIX IPOCTPAHCTB.
d, f, e: T2, FLAIR xopoHapHas npoeKius: ymMepeHHas arpodus 4epBsi MO3KeUKa,
g: FLAIR carurranpHas mpoeKuus: yMepeHHas arpo(ust 4epBsi MO3KEeUKa, 30HbI TOBBIIICHUS
MHTEHCUBHOCTU MP-cHUrHana B 3aTbUIOYHBIX JOJSAX

Pucynok 2. a, b, ¢ MPT-ckansi ot 05.06.2015 r. Maaykiust marautHoro nois 1,5 Te.
Pexxum FLAIR axcuanbhast mpoekius — 30Hb1 ToBbIeHUss MPC B 1€BO# 3aThUTOYHOM J101€
HECKOJIBKO PacCHIMPUIIUC.

d, f, e — pesxum DWI — ymepeHHOE MOBBIIIICHHE CUTHAJIA B COOTBETCTBYIOICH 30HE JIEBOM
3aTBUIOYHOM JI0JIH O cabo TUIIOMHTEHCUBHBIM U300paxkenneM Ha K]



[Tammment C., 14 ner. Beimonnena wmynsrucnupanbHas KT (MCKT)
TOJIOBHOT'O MO3Tra B HATUBHOM BH/JI€, KOTOPasl BBISIBUJIA MHOKECTBEHHbBIC MEJIKHE
KaJIblIMHAThl B 3aJHEH YepenHol sMke, B 00eux remucdepax MO3Keuka,
muddy3Hoe CHIKEHUE IIOTHOCTH MO3TOBOM MapeHXUMbl B KOPKOBBIX OTAENIax

JTOOHBIX J0yel (PUCYHOK 3).
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Pucynok 3. MynsrucnupanbHas KOMIbIOTEpHas TOMOTpadusi TOJIOBHOTO MO3Ta
2015 r.: kanbIMHATHI B TIPaBOM reMucdepe Mo3KeuKa;
30HbI TU(HY3HON TUTIOJICHCUBHOCTH B KOPE JIOOHBIX J10JIEH

Brimmonnennas nocneayromas MPT ronoBHOoro mMosra BU3yaJu3upoOBalia
MOBBIIIICHWE MHTEHCUBHOCTH curHama B pexkuma FLAIR, DWI B ommcaHHBIX

paHee 30Hax OOJIBIIOro Mo3ra (PUCYHOK 4).

Pucynok 4. MPT ronoBnoro mo3ra. Muaykuus marautaoro noist 1,5 To:
a, b — runepuntencususiii MPC B pexxumax FLAIR, DWI,
¢ — u3ounteHcuBHbIi o UK/[-kapre



I[J'IH YTOUHCHHUS XapaKTEpa MBIILICYHOM MMAaTOJOTUH BBIIIOJHEHA UTobdaTas

ANEKTpOMHUOTpadusi: BBISIBICHBI 3JIEKTPOMHOrpadhUuuecKue MpPU3HAKK TEKYIETO

IICPBUYHO-MBIINICYHOI'O IIPOOCCCa B JIEBOH ,ZleJIBTOBH,I[HOﬁ MbBIIIIIC H HpaBOﬁ

HaTepaHLHOﬁ H.IPIpOKOﬁ MBIIIIC 6ez[pa c Ooiee BBIPAKCHHBIMHA  SABJICHUAMHA

AKTHBHOCTH TPOIIECCa B BEPXHEH KOHEUHOCTH (PUCYHOK 5).
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a) iureasnocts IJIIE

MusH. Makc. | Cpenn. | Hopma | OtkitoH.

JUTHT., JUTHT., JUTHT., JUTHT., JUTHT., Cragus | Koo ITIJE
MC MC MC MC %

4,76 12,4 7,40 9,3 -20,4 I 24

Amnauryna IJI/IE
Amr.

MuH. Makc. | Cpenn. | Hopma | OtkitoH. >1 TMosudasHocts, [onu- Cpen.Size

aMmInl., | amIuL, | aMmIUL, | aMIUL, | aMILL., VKB % TYpH. index

MKB MKB MKB MKB % % %

56,8 924 279 475 -41,3 0 12,5 25,0 -0,08

b) Maureapnocts IIJIE

MuH. Makc. | Cpenn. | Hopma | OtkitoH.

JUUIHT., JUTHT. JUIHT., JUIHT., JUINT., Cragus | Kox-so ITJIJIE
MC MC MC MC %

5,83 10,0 7,48 9,6 -22,1 I 24

Amnauryna IJIJIE
Awmr.

MuH. Makc. | Cpenn. | Hopma | OtkitoH. >1 TMosudasHocts, [onu- Cpen.Size

aMIll., | aMIul., | amIUl., | aMmIul., | aMiIul., VKB % TypH., index

MKB MKB MKB MKB % % %

92,6 892 350 475 (N) 0 0 20,8 0,26

Pucynok 5. Uronsuaras snexkrpoMuorpadus: a — HOTEHIHANbI IBUTATEIbHBIX €IMHUIL JIEBOI
JETBTOBUIHON MBIIIIBI, D — ITOTEHIMAIBI IBUTATEIbHBIX €ANHHII TIPABOH JIaTepabHON
TOJIOBKH IIMPOKOM MBIl Oe/ipa. 3aperucTpUpOBaH TEKYIIUN NEPBUYHO-MbIIIEYHBIN

npoiiecc ¢ 0oJiee BhIPAKEHHBIMU MPOSBICHUSAMU aKTUBHOCTH B MBIIIIIE PYKU
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YuuTeiBasg  coueTaHWE MPU3HAKOB  DHAOKPUHONATHH, MHMOIIATUH,
sHIIeaIonaThu, B KPyr TUAarHOCTUYECKOTO MOUCKA OblJIa BKJIIOUEHA MATOJIOTHUS
u3 rpynnsl MII. HecomHeHHO, anekTpoHeiipomuorpaduyeckoe HccleOBaHuE,
MOATBEPAMUBIIEE  HAJWYUE  MHOIMATHUYECKOTO  CUHAPOMA, HE  SIBISETCA
JWAarHOCTUYECKA 3HAYUMBIM BBHJY TOrOo, 4YTO HE Jaer wuHdopMauuu o
CTPYKTYpHOM OpraHu3alMi HCCleyeMOod MbIbl. B nanHoM ciiydae Oosee
BBICOKA WH(OPMATHBHASI 3HAYUMOCTh THCTOJIOTHYECKOTO MCCIICTOBAHUS MBIIIIII.
OnpeneneHue B MBIIIEYHOM OHOIICMIHOM MaTepuaje «KpacHbBIX pPBaHBIX
BOJIOKOH»  crnemupuuno a1 MI.  OrpaHuyeHHble  BO3MOXXHOCTH
KOHCYJIBTaTUBHOTO TOJIMKJIMHUYECKOTO MpHeMa TMO3BOJIMJIM HAaM OMNPEETUTh
JUAarHOCTUYECKUM KpPYr W HalpaBUTh MAallME€HTa B JETCKYIO KpaeBYyIO
KIMHUYECKYI0 OOJIbHUILY, IJle TOCJ€ JOMOJHUTEIBLHOIO OO0CIeq0BaHUS
CIEHUAIUCTHl  COMNIACWJIMChL €  HamuM  MHeHueM. [lanmeHTty  ObLIO
PEKOMEHJIOBAHO OOpAaTUTHCA B IIEHTPAJbHBIC TMEAUATPUUYECKUE KIUHUKHU IS
YTOYHEHHUS TUarHo3a.

Cnenyer OTMETUTh, YTO, HECMOTPS Ha TO, YTO HCTOpPUSA OIHCAHUSA
MUTOXOHAPHAIBHBIX UUTONATHUN Hayajnack B 1962 1., B Hacrosiee BpeMms
U3BeCTHBI yxke Oosiee 200 MUTOXOHIpUANIbHBIX 3a00JI€BaHNM, B OCHOBE KOTOPBIX
Jexar HapyuieHus QyHKIUU OKUCTUTEIbHOTO (pochopunupoBanus [9].

Knuaudeckue mnposinenuss MI] nHambosee dYacTto oOmpeAessitoTcs B
CKENIETHBIX MBIIMIAX (HU3Kas TOJEPAHTHOCTh K (U3MUECKOW Harpyske,
TUIMOTOHUS, TPOKCUMAalIbHAas MHOMATHsS, BKIOUaomias (QamnuaibHbie |
(dapuHreasibHble MBIIILBI, O(TalbMonape3, NT03); B cepAle (HapylIeHUs
CEpIIEYHOTO PUTMA, THUMNEPTPOPUUECKass MHUOKAPAUOINATUS); B IIEHTPAIHLHOM
HEpBHOU cucTeMe (arpodusi 3pUTEIBLHOTO0 HEpBa, NMUTMEHTHAs PETUHOIATHUS,
MHUOKJIOHYC, IEMEHITUSI, HHCYJITONOJ0O0HBIC ATTU30/IbI, PACCTPOMCTBA MICUXUKH);
B nepudeprudecKoil HEpBHOUM cHCTeMe (aKCOHAIbHAs HEHPOIAaTHs); HAPYIICHUS
JIBUTATEIbHOW (DYHKIIMU TacCTPOMHTECTUHAJIBLHOIO TpakTa, B JHIAOKPUHHOMN

cucteme (Iuaber, TUIMONapaTUPEOUIN3M; HAPYIICHHE SK30KPUHHON (YHKIIWU;
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o pKeTyI0uHoM skene3nl) [1, 2, 5, 6, 11]. Haubonee yacto BcTpedaromuecs
CUMIITOMOKOMIUICKCHI O0OBEAMHEHBI B CHHIPOMBI, U UX HA3BAHUS OTPEICIISIOTCS
a00peBHaTypaMH OT Ha3BaHUH CUMIITOMOB Ha aHTJIUHCKOM SI3BIKE.

Ha mpencraBieHHON HIKE CXeME ITOKa3aHbl BO3MOXKHBIC ITPOSBICHUS
MII, nmpuyeM HOMYyCTHMBI PA3JIUYHBIE WX KOMOWHAIMU TPU (POPMUPOBAHHUH

KJIMHUYECKOH KapTuHbI (prcyHOK 6) [12].

HepeHaas cHcTeMa N
TIpunazgxwy, TpeMop, 3aIepiKKa 5 ° , Inaza
PasBHUTHA, TIYX0Ta, JEMCHIIHA, IITos, HapyKHaA
MHCYIIBTEL B BO3PACcTe MIa e O TATBMOITIETHA, CIEIOoTa
40 ze1, HapymeHHA OaTaHCca, (ITArMEeHTHBIN PETHHAT)
TopakeHHe nepudeprIeCROH
HEPBHOM CHCTEMBI
I
Cepane I
Kapapomuonarys, HapymeHHe CreneTHbIe MbITITbI
IPOEOTMMOCTH MpmreyHas c1a00CTh,
HH3KaA TOJICPAHTHOCTB K
(bHu3AUECKHM HaTpy3KaM,
Ileuensn 7Keryn0o9HO-KHIIETHBIH TAKT
IlaTomoruA MEYECHH B JETCKOM TacTpossodaraapHpli
BO3PACTE ABILACTCA PEAKOH IIpH pedIoKe, PBOTA, XPOHHUECKAA
MHTOXOHIPHAIBHBIX Juapes, KHIIeYHasa
IIMTONAaTHAX HEIPOXOTHUMOCTh
IMouxn TMox:xeaynoqunas :keae3a
Curzpom Pankonu (Fanconi) Juader
| |

Pucynox 6. Bo3amoxkHOe mopakeHrne opraHoB PU MUTOXOHIPHUAIBHON
ruronaruu [12]

B3anmonenictBue Mexay MHUTOXOHAPUAIBHBIM M SAEPHBIM T'€HOMAaMH
IPUBOJIUT K Pa3HOOOpa3Hio KIMHMYECKUX MposBieHuid ML, 4yTo conpsixkeHo C
JIMarHOCTHYeCKuMKM  TpynHocTamu [1, 2, 3, 7]. TlanmeHTsl MoOTyT
JICMOHCTPUPOBATh HecTienu(pUIeCKUe CUMITOMEI [7, 8].

Bcenencreue rereporennocty npossieHnii ML HenpoBu3yain3alioOHHbIE
MeToauku, B ToM ymucie u MPT, He o0nagaroT BHICOKOW YYBCTBUTEIHLHOCTHIO
U/WIM  CIeUM(PUUHOCTHIO, YTO HE TMO3BOJIWIO HX pPE3yJabTaTbl BHECTH B

JUAIrHOCTUYCCKUEC KPUTCPHHU. OI[HEIKO KOMIIJICKCHas1 OLCHKa KJIWMHUYECKOMN
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KapTUHBI U METOJIOB 00CIIEA0OBAHMS TTO3BOJIAET 3aM003PUTh IAaHHYIO MaTOJIOTHIO
JaXe B IPaHULAX Kpyra INEpBUYHOM NHATHOCTUKH. HecomHEHHO, coueraHue
KJIIMHAYECKOTO M HEHPOBHM3yaTU3allMOHHOTO HabOmoAeHust oOiamaer Oosee
BBICOKOM IIPOTHOCTUYECKOW 3HAUUMOCTBIO.

Takum oOpazom, ans BepuUKALMA MHUTOXOHIPUAIBHOM LUTOMATHH
HEO00XOIUM MEXIUCHUTUTMHAPHBIA TOJXO0/I ¢ UCIOJIb30BAHUEM J1TA00pATOPHOU U
HEWPOBU3YAIIN3aIMOHHON JUAarHoCTUKU. Ha srame nepBUYHOM AMArHOCTUKH
MYJIBTUCUCTEMHOM MaTOJIOTHH Hecneuuduueckue HU3MEHEHUs, ONpeiesieMble
METOJJaMH HEUpPOBU3yaIM3AllMU, TO3BOJST Bpady-KIMHUIKUCTY OOBEAUHUTH
CUMIITOMOKOMIUIEKC B OJMH W3 BapuaHtoB MI[ u pemwuTts Bompoc o
BO3MO)KHOCTH F€HETUYECKOTO TUITMPOBAHMSI IATOJIOTHH.

B 3akiroueHre OTMETHM, YTO MPOCIEAUM CyAbOy BTOPOrO MalMeHTa U
NOCTapaeMcsi y3HaTh pPE3yJbTaTbl T€HETUYECKOTO HccienoBanus. B marobom
cllydae MbI €II€ pa3 BEpPHEMCS K OIMCAHHOM CUTYallMH M IIPEICTABUM €€ YKE C

HO3PIHI/II>1 YCTaHOBJICHHOT'O AXAarHo3a.
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