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B cTatbe nogpo6HO onucaH peakuin KMMHUYECKUA cny4vam cuHgpomMa JIv — nogocTpon HEKPOTM3UPYIOLLIEN SHUedanoMmeno-
naTum y geten. YHUKanbHOCTb NPeAcTaBlIeHHOro Cny4as 3ako4aeTcs B MHOroo6pasun KINMHUYECKMX NPosiBleHnn 3abone-
BaHWA W [ONUTENbHOCTU TeYeHWs (AMHaMMyeckoe HabniofeHne 3a pasBUTUEM KIMHWUYECKON KapTWHbI COCTaBuno 6 neT).
MwuToxoHapuanbHble 3a6oneBaHna He ABNATCA PEAKUMU, HO UX FTeHETUYecKas AMarHoCTUKa ConpsXeHa co 3HaYUTENbHbIMU
TPYAHOCTAMU, TPEOYET NPYMEHEHUS COBPEMEHHbIX BbICOKOTEXHOMOMMYHbLIX METOAOB. TOYHO YCTAHOBMEHHbIA AMarHo3 paet
BO3MOXHOCTb MPOBECTN MpeHaTasibHylo ANarHOCTUKY B OTArOLLEHHbIX CEMbSIX.
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The article describes a rare clinical case of Leigh syndrome — a subacute necrotizing encephalomyelopathy in children. The
presented case is unique due to variety of its clinical manifestations and prolonged clinical course of the disease development
(duration of the follow-up period was 6 years). Mitochondrial diseases are not so rare, but their current genetic diagnosis is quite
complicated and requires high technological level of diagnostic methods. Precisely established diagnosis provides an

opportunity to prenatal diagnosis in burdened families.
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c TeX Mop Kak Mo4TW MonBeka Hasaf 6bino onncaHo nepsoe
3abonesaHve, CBfi3aHHOe C AucbanaHcoMm B npoLeccax
OKMCNeHMs 1 hochopnnMpoBaHnsi B MUTOXOHAPUSIX, MPUCTaIbHbIN
MHTEepecC nccnepgoBaTenen 1 KIMHULMCTOB BbI3biBAIN Pa3nnyHble
MUTOXOHAPWUAnbHblE GOME3HN, XapaKTepU3YHOLLMECH TSXKENomn
CUMMTOMATUKOW, 3a4acTyro C He6NaronpuaTHLIM Ucxodom [1, 2].
CuHgpom JIn (cvHgpom Jles, nogocTpas HEKpOTU3MpyoLLas
sHUedanomvenonaTns) — pegkoe HacrnegcTBEeHHOe, reHeTuye-
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CKW reTeporeHHoe 3abonesaHve U3 rpynrbsl MUTOXOHAPUASbHBLIX
3HUedanomuonaTuii ¢ ayTOCOMHO-PELLECCUBHBIM UITN MUTOXOH-
ApvarnbHbIM TUMOM HacnefoBaHus, CBA3aHHOE C MyTauusMu B
reHax, KoOOMpYHLUMX MONUNEnTUAbl KOMMIIEKCOB AbIXaTeNbHON
Lenu MUTOXOHAPWUIA, a Takxe 6enkoB, NMpUHUMAaloLMX yyactue
B MX COOpKe Ha BHYTPEHHEN MUTOXOHApUAaNbHOM MeMb6paHe.
Nupekc MIM #256000 [3].

A1uonorusa cuHgpoma Jin

OpHow 13 YacTbIx Npu4nH cuHgpoma Jln (CJ1) asnsioTca my-
Taumm reHa SURF1 (Sea Urchin Retroposon Family 1). OH kap-
TMpOBaH Ha xpomocomMe 9q34 B Knactepe 6 BbICOKOKOHCEpP-
BaTUBHbIX MEHOB «JOMaLLHEero xossaihcrtea» cemenctsa SURF.
Benok SURF1 BCTpoOEeH BO BHYTPEHHIOK MeEMOpaHy MUTOXOHAPUA
M UrpaeT peLuaroLyto posnbs B céopke COX-komnnekca [4, 5].

MaumeHTbl, Y KOTOpbIX ypoBeHb MyTaumm T8993G B TKaHsX
gocturaetr makcumanbHo 60-70% Bcell MWUTOXOHOPUAaNbHOM
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OHK (MTOHK) B HaHHOW TKaHW, HE UMEIOT KIMHUYECKMX NPOSiB-
nenun CJ1. BonbHble, y KOTOPbIX YPOBEHb MyTauui BO BCEN
MTOHK paHHoMm TKaHu pocturaet ypoBHA 70-90%, vmeroT
CaMyl0 BbICOKYKD BEPOSTHOCTb Pas3HOO6pPa3HbIX KIMHUYECKUX
nposiBneHui 3abonesaHus [6].

Mo paHHbIM TM.T.LUpbiraHkosor 1 C.B.Muxainnosoii [7], camon
yacTton mytaumen B reHe SURF1 npu CJ1 B Poccumn saBnsetcs
845delCT — 64,8% MyTaHTHbIX annenen. 3Tn faHHble cornacy-
I0TCA C pesynbrataMn NosibCKMX UCCrneqoBaHui U NOATBepXaa-
10T cnaBsiHCKOe npoucxoxaeHve mytauum 845delCT [7].

KnuHuyeckasn kaptuHa cuHgpoma Jin

3abonesaHus, obycnosneHHble MyTaumamu MTOHK, xapak-
TEPUSYIOTCH BbIPAXEHHBIM KIIMHUYECKUM MONUMOPIU3IMOM 1
BapunabernibHOCTbIO TeYeHUsl, NO3TOMY 60MbLLOe 3HaYeHWe ans
KMMHUYECKON MpaKTUKX UMeeT onpedeneHne Kputepues auva-
rHO3a JaHHOW rpynnbl 601e3Hen 151 CBOeBPEMEHHOro Ha3Ha4e-
HUS afeKBaTHOM Tepanun 1 NOTeHUNAaNbHOrO CHUXKEHUS MHBaNU-
aom3aumm 60nbHbIX.

CwvHgpowm Jln neboTupyeT NpeMMyLLIECTBEHHO B PaHHEM LEeT-
CKOM BO3pacTe, XapaKTepusyeTcs NporpeccupyowmnmMm HeBpo-
JIOTMYECKUMU paccTpocTBamMu (yTpaTon paHee NpuobpEeTEHHbIX
NCUXOMOTOPHbIX HaBbIKOB, MbILLEYHOW MMNOTOHNEN, MO3XEYKO-
BbIMU U 3KCTPanupamMmiHbIMU paccTporCcTBaMu, Cymoporamm),
nakrar-aungo3oM U XapakTepHbIMU Herpopaguosiornyeckumm
N3MEHEHUSIMU NPU MarHUTHO-pe3oHaHcHoW Tomorpadgumn (MPT)
rofioBHOro moara [8—12].

CuvHgpom J1u 6bin BriepBble onuncaH denncom Jln B 1951 r. [13].
CpepHsas NpoJoIMKUTENBHOCTL XU3HM NMPU 3TOM 3a6051eBaHUN
cocTaBnseT 5 net nocne gebroTa KIMHUYECKUX NPOSBAEHUN, HO
MOXET ObITb U 60ee 3N10Ka4eCTBEHHOE TeveHme [9].

3aboneBaHne xapakTepu3yeTcs HapacTalLen MbILLEeYHON
cnabocTbio U TUMOTOHWEN, pas3BUTUEM oddTanbmonnerum wu
aTpodumn 3pUTENbHLIX HEPBOB, NoTepen crnyxa. [NMoCcTOAHHbIMU
nNposiBNeHUsAMM 60Me3HU ABNATCA aTakcus, nMpamMmuaHble pac-
CTPOMCTBA CO CNACTMYHOCTbLIO, HUCTArM. KnvHu4yeckas cum-
nToMaTuKa BKINOYaeT 3a0epXKy pasButns Unm perpecc ncuxo-
MOTOPHbIX (PYHKLMIA, BANOCTb, COHMTMBOCTb. XapakKTepHbl Takxe
pecnvpaTopHble paccTpoMcTBa B BUAe arnHo3, OUCMHOJ, Taxu-
NHO3, CTEMEHb TAXECTU KOTOPbIX BO MHOMOM 3aBUCUT OT Bbl-
paxeHHOCTW NnakTaT-aumgosa. HabnogaroTca reHepann3oBaH-
Hble Cydoporu, MUOKIIOHUKU, TpeMop. TeveHue 60Me3Hn npo-
rpeccupyioLlee, BO3MOXHO pe3Koe yXyALleHne KIMHNYECKUX U
OMOXMMUYECKNX NoKasaTenen npu MHPEeKUnsX. TaXeCTb Kiu-
HUYEeCKOU (hopMbl onpefenseTcsd BblpaXeHHOCTb0 MeTabonu-
YeCKMX HapyLleHWA (aumpgo3a) U MopaXKeHus LEeHTpasnbHON
HepBHOW cucTembl [10].

Mo paHHbIM H.F.Lee et al. [14], ona CJ1 xapakTepeH paHHWiA
ne6oT: y 11 n3 14 (79%) naumeHToB Ha4vano KAMHUYECKMX NPo-
ABMIEHUI OTMEYEHO Ha NepBOM rofy XWU3HWU. ToYeYHble MyTauuu
MTOHK 6b1nn o6HapyxeHbl B 6 n3 11 (54%) cnyvaes: 3 cnyyas
T8993G, 1 — T8993C, 1 — T10191C n 1 — A8344G [14].

Mo paHHbIM H.M.UbiraHkoson 1 C.B.Muxarinosow [7], ocHOB-
HbIMW MaHUdeCTHbIMU cumnToMamu CJ1 6b1nn 3agep>kka Ncuxo-
MOTOPHOrO PasBUTUSA, HEOOBACHUMbIE 3MM304bl BANOCTU N COH-
JINBOCTW, HapyLUeHUs BCKapMiMBaHUA (OTKa3 OT efbl, pBOTa,
cpbirMBaHune), auddysHas mbelweyHas rmnotoHuns. Ha MPT ro-
JIOBHOIO U CMMHHOro Mo3ra geter ¢ CJT MoryT 6bITb CUMMETPUY-
Hble MHOXeCTBEHHble 0651acTu cHuxeHnsa MP-curHana B o6na-

CTW Tanamyca, CTBoOna, 6asafbHbiX raHrnMeB, MO3Xe4yka B
CMYHHOM Moa3re [7].

YunTbiBas KIMHUHECKYIO N reHeTUHECKYIo reteporeHHocTb CJl,
R.Horvath [15] npegnoxwuna cnepytoulyto knaccudmkaumio ero
BapuaHToB:

e TnuyHbIi CJ1 6e3 anunencum M Kapguomwuonatuu, oby-
CnoBneHHbIN aedexkTom reHa SURF1 (nokyc 9q34);

* JIn-nofo6HbI CMHOPOM, OGYCIOBMEHHBIM MyTaumen reHa
SCO2, nokyc 22q13;

e CJ1 ¢ BUCTOHMER, TYroyXoCTbIO U METUIMASNIOHOBOW auuay-
pueli (oedekTt reHa SUCLA2, nokyc 13g12.2-q13);

e CJ1 ¢ Hehpo3oM MM NOYEYHON HELOCTATOYHOCTBIO (Oe-
ekt 6uocuHTe3a cyoweamHuubl CoQ1, reH PDSS2, nokyc
6921);

* JIn-nofo6HbI CUHAPOM C QOIIOKTYMpPYIoLLen nepudepunye-
CKOW Hemnpornatven v OUCTOHUEN C NakTaT-aumao3oMm (medpekr
reHa PDHA1, nokyc Xp22.2-p22.1);

* toBeHunbHas gopma CJ1 ¢ atpodmeinn 3puTenbHbIX HEPBOB
(myTaumsa rena TACOT1, nokyc 17922-g24.2).

MpeHaTanbHaa OvarHocTUKa MUTOXOHApUAnbHbLIX 60ne3Hen
npeacrtasnaeT 6osnbluve TPYOAHOCTU: AnA 3abonesaHuii, o06y-
cnoBrieHHbIX MyTauuamm MTOHK, npeHaTanbHyio OUarHoCcTuKy
B CBSI3N C (PeHOMEHOM reTeponsiasammm 1 cryvanHbiM pacrpe-
geneHvem mytaHtHon MTOHK He npoBogaT, a ana 3abonesa-
HWA, CBA3AHHLIX C MyTauMAMW SOEPHbIX FeHOB, HEeOo6XOAUMO
TOYHO YCTAHOBUTb MOJIEKYNAPHO-TEHETUYECKUI [edEKT.

KnuHuyeckumn npumep

MaumeHT 4. B BO3pacTe 8 net 6 Mec NocTynun B NCUXOHEBPO-
nornyeckoe otgeneHne Nel Poccrninckom OeTCKOM KITMHNYECKOM
60nbHULBI B HOA6pe 2010 r. ona ob6crnefoBaHvs U KOpPPeKunn
Tepanun. XKanobbl Npu NOCTYMEHUN Ha 06LLy cnabocTb, Ha-
pyLUEeHWe NoxodKu, cnabocTb B KOHEYHOCTSX, 60NbLUe B HOrax;
rnasofBuraTesfibHble pacCTPOMCTBA, OBUraTesibHY0 U Ncuxmnye-
CKYI pacTOPMOXEHHOCTb C nepuogamu ncUXoMOTOPHOro BO3-
Oy>XAeHus, 6bICTPYIO YTOMASAEMOCTb.

AHaMHe3 XU3HU: Marnb4yvK OT NepBor 6epeMeHHOCTH, NpoTe-
KaBLUeh C recTo3oM BTOPOW MOMOBWUHBLI U aHemuen. Pofbl Ha
39-n Hepene, CpoyHble, CO cTUMynsAUmnen. Poguncsa ¢ maccomn
Tena 4130 r v gnuHou Tena 55 cMm. MNpu poxaeHun 66110 oTMe-
YeHO Tyroe o6BUTUE MYMNOBUHbLI BOKPYT LIEN U TynoBuLLA, BOAbI
3eneHble, MyTHble. VI3 pogaoma BbinUcaH Ha 6-e CyTKM Nof pac-
NUCKy Nofd HabnwgaeHue neguatpa M HeBposnora ¢ AMarHo30M:
nepuHatansHoe nopaxeHne LJHC cmeluaHHOro reHesa, CuH-
Apom yrHetenna LIHC, mopgohyHKUmoHaibHasi He3pesnocTb;
Aakpuvouymnctut. KOHCYnbTUpOBaH HeBponaTosnioroMm B 1 Mec: re-
puHartanbHasi sHuegpanonatusi, CUHAPOM ABUraTesibHbIX JINKBO-
poanHaMu4eckux HapyLueHui. FNonyyan Kypcbl neveHus.

dopmyna pasBuUTUSA: TOMOBY Aepxan ¢ 2 Mec, cugen camo-
cToaTenbHO ¢ 6 Mec, BcTtaBan y onopbl ¢ 10—-11 mec, xogun
C nopgpepxkon 3a pyky ¢ 1 ropga. lNpvBuBKM No BO3pacTy.
HacnenctBeHHOCTb He OTAroLleHa.

AHamHe3 3aboneBaHus: B ntoHe 2004 r. (Bo3pacT — 2 roga)
Ha dpoHe nepeHeceHHoro OPBW o0TMeYeHO yXyALleHne COCTos-
HUS pebeHka B BUAE COHMIMBOCTU, MPOrpecCcupyowen Mbllley-
HoW crnabocTu, aTakcun. Ha coHe neveHusi, Ha3HaA4YeHHOr o re-
OnaTtpoM, COCTOSIHUE He YNy4LUUIOCh, pe6eHOK Oblil HanpasfieH
B OOKB, roe 6bin BbICTABNEH AMArHO3: BUPYCHbLIV SHLepanur,
yepebesnnnT, emMuennHnanpyroLHii npoyecc. Mo gaHHeiM MPT
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n KT natonorun He 6bIN0 BbISIBEHO. Ha ¢oHe npoBoauMMoro
nieyeHnst (OEKCa3oH, aKTOBEruH, LedTprakcoH, BUGEPOH, Ka-
BWHTOH, Ba30o6parn, mukocuct, JIOK, maccax) cocTosiHne pebeH-
Ka yny4Lnnioch: UCHE3NN COHMMBOCTb U TPEMOP KOHEYHOCTEN,
O[IHAKO COXPaHANMUCb aTakcusi 1 MbllleYHas runotoHus. Nocne
nepeHeceHHoro 3abonesaHnsa pebeHoK B TeYeHre roga soccra-
HaBnMBas MOTOPHbIE HABbIKW, (hpa3oBas peyb BHOBb NOSBUIIACH
c 5 ner.

B BospacTe 3 roga 9 mec 6b1n1 06¢cnefoBaH 1 nosy4van fneve-
Hne B OKB ¢ amarHo3om: atakcusi HeSICHOro reHesa; AeMnesu-
Hu3upyromii poyecc? NosTopHo nposegeHbl KT, MPT ronos-
HOMO MO3ra, Ha KOTOPbIX MaTonornm He BbisiBNIEHO. KOHCyIb-
TUPOBaAH MEHETUKOM MO MECTY XUTENbCTBA: AaHHbIX O Hacnen-
CTBEHHOW aTakcum HeT. Ha dhoHe neyveHnss coxpaHsanucb MO3-
>KEYKOBbIE N KOTHUTUBHbIE HAPYLLUEHUS.

B ceHTs6pe 2009 r. Haxoguncsa Ha o6cnefoBaHUU U neyYeHum
B OOKB c¢ gunarHo3om: rocrieactsus sHUepanmta, MO3XKe4Ko-
Basi He[oOCTaTOYHOCTb (YMEPEHHbLIVI aTaKTUHEeCKU CUHAPOM),
LeHTpasibHbI TeTpanapes, yMepeHHbIe JIMKBOPOANHAMNYECKUE
HapyLLeHus1, aTpogusi JIOOHbIX [OSIevi, CMeLLUaHHOe pPaccTpoU-
CTBO MCUX0/I0rM4eckoro pa3sutus. B Tedenne roga (2009-2010)
nosy4an fnevYeHne HOOTPOMHbIMU, HEMPOMETABONMNYECKUMU, CO-
cyaucTbiMu npenapatamu. B cocTosHUM pebeHKa NonoXuTesb-
HOW AMHaMUKW He 6bIf10: COXPaHANUCh ABUraTesSibHble, MO3XeY-
KOBble HapyLUeHUsl, a TakXe HapyLleHUs WHTEeNNeKTyanbHOro
pasBuUTUS.

B noHe 2010 r. 6611 06cnefoBaH B OTAENEHUN NCUXOHEBPO-
norun Nei1 POKB, rae 6bin BbICTaBNEH ANArHO3: pesugyasibHoe
rIopa>keHne HEepBHOW CUCTEMbI, MOCEACTBUE MEPEHECEHHOM
HeVipOuHGbeKUun B BULAE 33[EPXKKU [ICUXOPEHEBOro pasBUTUS,
CUHAPOM rnnepakTUBHOCTU C AeOULNTOM BHUMAaHUS.

B ceHTsa6pe 2010 r. nossBUNNCH Xanobbl Ha 06LLYy0 cnabocTb
M MbILLEYHYIO €NaboCTb B KOHEYHOCTSAX, MalibyuK rocnvTannau-
poBaH B cTaumoHap no MecTy XuUTenbcTBa. B cepeanHe okTabps
2010 r. nosiBMNOCh pacxofsLieecs Kocornasue, a 3aTem ABoe-
Hve B rmasax. Ha MPT ronosHoro mosra (03.11.2010 r.): B npo-
eKLMKn cpefHero Mosra criesa BuU3yanuanpyeTcs y4acToK C YeT-
KAMW HEPOBHbIMU KOHTYpamu U30uHTeHcuBHoro MP-curHana
B T2 B3BeLLEHHOM n3o6paxeHnn (BU) n runomHTeHcmBHOro B T1
BV pasmepom 6 x 4 MM, C 30HOM rnvo3a Mo nepudepun.
3akntoveHve: MP-kapTuHa MOXeT COOTBETCTBOBaTb OCTPOMY
HapyLLEeHWIO MO3roBOro KpoBOOOPALLEHUS 10 ULLIEMUYECKOMY
TUI1y, BO3MOXHO, Ha (hOHe KaBepHOMbI cTBos1a? MeTtabonnyeckas
SHUeghanonatns?

locnuTanuaupoBaH B oTaeneHue Herpoxmpyprim 04.11.2010 1,
rae B TedeHne 6 gHel nony4an gekcametasoH 10 mr (4—4—-2 wr)
BHYTPUMBbILLEYHO, AerngpaTtauroHHyI0 Tepanuio.

Status praesens. Ha momeHT noctynnenus (Hosi6pb 2010 r.)
COCTOSIHME pebeHKa TAXKenoe Mo OCHOBHOMY 3a60rieBaHuIo.
lMepuoanyeckn nosbilaeTcs Temnepartypa Tena po 37,5°.
MaumeHT runepcTeHn4eckoro TenocnoxeHus. lNnockosanbryc-
Has gedhopmaumsa cTomn, rmnepMoBusibHOCTb CYyCTaBoB. KoXHble
NoKpoBbl 61e4HO-PO30BbIE, YNCTbIE. BuaMMble cnnanctble 060-
JIOHKW YUCTble, BNaXHble. 3aTpyaHEHHOE LLUYMHOE OblXaHue, Ta-
XWUMHO3, OAbILLIKU HET. B nerkmx BeankynsapHoe AbixaHue, NpoBo-
OnTcsa BO BCe OTAENbl, CAMMETPUYHO C 06enX CTOPOH, XpUMNoB
HeT. CeppoeyHble TOHbI HECKOSbKO MPUIIYLUEHbI, PUTMUYHbIE,
LIYMOB HeT. XX1BOT MSArkuiA, 6e360Me3HEHHbIN. MeveHb BbICTY-
naet Ha 1 cM n3-nog kpasa pebepHon ayru, ceneseHka He nasb-

nupyetca. Ctyn n guype3 B Hopme. Modenonosas cuctema
chopmMmnpoBaHa no My>XCckomy Tuny.

B HeBponorunyeckom crartyce: B CO3HaHUW, ABUraTesnibHO pac-
TOPMOXEH, MPOCLOLI BbLINOMHAET He cpasy. Yepern 06bI4HOM
hopMbI, NEPKYTOPHbIN 3BYK 6€3 0CO6eHHOCTEN. MeHUHreanbHbIX
N OOLIEMO3roBbIX CUMMTOMOB Ha MOMEHT OCMOTpa HeT.
YepenHble HepBbl: 060HAHNE COXPaAHEHO, 3peHne rpybo He CHU-
XXeHo. [BYCTOPOHHWI nonynTo3. [ABwKeHue rnasHbiX A650K
OrpaHVyeHo KHapyXwu, KHyTpW, BBEPX U BHN3, HO 6oslee Bbipaxe-
HO orpaHuv4eHve ABMXXEHN NpaBoro rrnasa. [BycTopoHHee pac-
xofsueecs Kocornaswe, 6onblue cnpasa. Ounnonus. Touku
BbIxofAa V HepBa 6e360Me3HeHHbIe, YyBCTBUTENBLHOCTL Ha NuLe
uccnenosartb He yganock. Huctarma Het. [MoTo4uHbIe pedneKkcsl
BbICOKME, paBHOMEpPHble. [ToTaHMe He HapylueHo. [MoBopoThI
rofioBbl B MOSIHOM 06bEME. FAA3bIK MO CpefHen NINHUN.

PednekTopHo-gBuratensHas cdepa: noxogka 4acTU4HO
aTakTuyeckas, napanapeTudeckasi, MNoJIMHEBPUTUYECKAS.
OndpdysHas rMnoToHUs € pekypBauMen KONeHHbIX CyCTaBOB.
MbiweyHasa cvna guddysHo cHMXeHa, 60sbLUe B NMPOKCUMarb-
HbIX OTAenax kKoHe4yHocTeh. CyxoxunbHble pedrieKkcbl Ha pyKax
XuBble ¢ aHn3opednekcuenn D > S; KoNeHHble 1 axunmoBbl He
BbI3biBalOTCA. Pedonekc BabWHCKOro nonoXuTesbHbIn C ABYX
CTOPOH. BploLLHbIe pedneKkch He Bbi3biBalOTCA. KoopanHaTopHas
chepa: nanbLe-HOoCoBYHO NMPO6Y BLIMOSHAET C MUMOMNonagaHuemM
crnpasa. YyscTBuUTENbHAA chepa: HapyLLUEHWUIA He O6HapY>XeHo.
®YHKUNN Ta30BbIX OPraHoB KOHTPONUPYET.

BbicLune KOpKoBble (YHKUMUW: UHTENSIEKT HUXE BO3PaCTHON
HOPMbI, MaMATb CHWXXEHAa, BHUMaHWE HEeyCTOMYMBO. F1BNeHus
AnM3apTpumM 1 axonanun. 3BYKOMPOW3HOLLEHUE HapyLUEeHO.
CrnoBapHbIli 3anac HMxXe HopMbl. BbICTpo ncToLaeTcs, ycTaer.

PesyrnbTaTtsl [OMNONHNUTEIbHLIX 00CIe0BaHUI!

* OOLLUNA N BUOXMMUYECKUA aHanu3bl KPoBU 63 0CO6EHHO-
cTen;

* aHanM3 KpoBW Ha cogepxaHue nakrtara ot 03.12.2010 r. go
npuema nuwm: 4,1 MmMorne/n, nocne npvema nuwm — 6,0 Mmones/n
(Hopma — ot 0,5 oo 1,8 Mmone/n);

* aHanun3 Kposu Ha TORCH-mHdbekumn ot 03.12.2010 r.: CMV
IgG 122,1 (0-6), Toxo IgG 0,2 (0-1,6), Rubella IgG 34,6 (0—4,9),
HSV simple | IgG (repnec) «+»;

°® aHanM3 CrMHHOMO3roson xugkoctn (CMXK) ot 06.12.2010 r.:
LBET — 6eCLBETHbIN, NPO3paYHOCTb — NonHas, umtos — 0,7, apu-
TPOUMUTbI — OTCYTCTBYIOT, 6enok — 0,24, rniokosa — 2,33, unTo-
npenapat — MOHOLMTBI + Makpodaru — 51, numdountsl — 38;

e aHann3 CMX Ha copgepxaHue naktata ot 06.12.2010 r.:
1,5 mmonb/n (Hopma — 1,2—-2,2 Mmonb/n);

e aHanna CMX Ha IgG: 1,61 (0,480-5,86).

MPT ronosHoro mo3ra (PUCYHOK): uccrefoBaHue B CTaHaapT-
HbIX MMMYNbCHbIX NocnepoBaTenbHocTax FSE n SE, FLAIR B T1
n T2 BU 1 akcransHom, carmtranbHOW U KOPOHapHOM MPoeKuUmax
C BHYTPUBEHHBLIM BBELIEHNEM MarHUTHO-PE30HAHCHbIX KOHTPAaCT-
Hbix cpeacts (MPKC). Ha npeactaBneHHbix MP-n3o6paxeHusx
obpalaloT Ha cebs BHUMaHue pacrnpocTpaHeHHble 30HbI MOBbI-
wenuns MP-curnana Ha T2 BU n Bo FLAIR no 3agHen nosepx-
HOCTM cTBONa. XKenyaoykosasi cuctemMa He3Ha4YMTENbHO BTOPUY-
HO pacLumMpeHa, NMKBopoanHamMmKa KomrneHcuposaHa. lNMepuseH-
TPUKYNAPHbIE 30HbI MHTAKTHBI. [MNnokamnarnbHble U naparuvn-
nokamnarsibHble PernoHbl He W3MeHeHbl. [unoTanamo-runo-
dmn3apHbIi pervoH 6e3 o4varosbix HapyweHun MP-curnana.
KpaHuoBepTebparnbHbIi nepexon copMmMpoBaH MNpasBuibHO.
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PucyHok. MarHuTHo-pe3oHaHCHasa BU3yanusauus rosoBHOro Mosra nauueHta 5. ¢ cuHgpomMom Jin.

MHeBMaTM3aunsa NpPUOATOYHbIX NMasyx Hoca PU3MOoNormyeckas.
Mpw BHyTpnBeHHOM BBefeHun MPKC 30H naTtonorm4eckoro Ha-
KOMMeHns npenapara He oTMe4YeHo. B uenom BbIsSiBNIEHHbIE MO
AaHHbIM MPT n3MeHeHnss HoCAT gereHepaTUBHbIN XapakTep.

OnekTpoHevipomnorpagpus (OHMI) ot 08.12.2010 r.. us-
MEHEHUs1 MEepPBUYHO-MbILLEYHOrO XapakTepa, n. peroneus,
n. medianus sin., n. tibialis dex., akcoHonatum — n. suralis dex.
Mpu cpaBHeHun ¢ SHMI™ ot 16.06.2010 r. — CHMXXEHUE CKOPOCTY
pacnpocTpaHeHus BO36YXXAEeHUA Mo nn. peroneus, n. medianus
sin., n. tibialis.

Onektpokapavorpagus ot 10.12.2010 r.: ropudoHTansHoe
MonoXeHue anekTpuyeckon ocu cepgua. CrvHycosas Taxvapwr-
Musa 109-135 yo/muH. B opTOCTaTM4eCcKOM MOMOXEHMM YacToTa
cepaeYHbiX cokpalleHuii 145 yo/MuH. YXyalleHne npoueccoB
penonspusauun B MMOKapae.

KomnbroTepHas anekTposHuyeganorpagus ot 06.12.2010 r.:
B KOHBEKCUTalbHbIX OTAenax nofywapui — 3Ha4nTenbHble 06-
LLIeMO3roBble U3MEHEHUs1 GUOINEKTPUYECKON aKTUBHOCTU, Bbl-
paXeHHble Mo OpraHNYeckomy TUMNYy U MPOSABMsOLMECH B BUae
PEe3KOro CHUXEHUS yPOBHSA 6UOMNOTEHUMAanoB, OTCYTCTBUS OCHOB-
HOro anbga-pyt™Ma B 3afHUX OoTgenax nonylapumn, LOMUHU-
poBaHua MedsieHHbIX POPM aKTUBHOCTU YMSIOLLEHHOrO Xapak-
Tepa fenbra-TeTa-AnanasoHa. dnunentnugopmHas akTUBHOCTb
B KOpe 60/1bLUMX MoNyLlapuii He BbiSBEHA.

VibTpasBykoBasi [onnsieporpapus cocynoB HUKHUX KOHEY-
HOCTEeU n yribTpasByKoe mnccriefoBaHne 6ProLLIHOV Mo/1I0CTH: Na-
TOMOIMU HE BbISIBIIEHO.

KoHcynbTauusi okynmcta: pebeHOK Moxo MAeT Ha KOHTakKT,
3peHre no Tabnuue NpoBepuTb He yaanocb. KpaTkoBpeMeHHO
cnegut 3a npegmMetamu. Peakumsi 3padkoB Ha CBET CHUXKEHa.
HeT MOHOKynsipHOM pukcauum rrnasa Ha npegmete, NnoaToMmy
Yron Kocornasus onpefaenuTb He NpeacTaBiseTcsl BO3MOXHbIM
(pacxopsieecsa kocornasuve). OBvKeHUs rmasHbix 650K orpa-
HUYeHbl BO BCeX HanpaefeHusx. KoHBepreHumss oTCyTCTBYET.
OU - onyweHne BepxHeEro Beka OO HWXKHEro Kpas 3padka.
MasHoe pHo: O3H - 6negHo-po30Bbie, rpaHuLUbl YeTKUE.

ApTepumn HecKomnbKO Cy>eHbl. MakynapHbIi pedorieke pacLumpeH
(S > D), cetyatka B LieHTpasibHOM 30HE YMEPEHHO MacTo3Has.
Mo nepudepun nepepacnpeneneHne NUrMeHTa. 3ak/movYeHme:
nto3 lll cteneHun, pacxogsLyeecs napaamTndeckoe Kocornasme.

Mocne kKoHcynbTaumm reHeTuka n nccnegosadui AHK naum-
€eHTa, ero maTtepu u oTua no cuHgpomy Jlu B Meguko-
reHeTU4eCKOM Hay4HoM LeHTpe PAMH 6b1n10 gnarHocTMpoBaHo
penkoe nporpeccupytoLlee 3abonesanHne LIHC, nposenstoLee-
Csl B paHHEM [IeTCKOM BO3pacTe 1 XapakTepuaytoLLeecs CUMMNTO-
MaMn MopaxKeHWsi Cceporo BellecTBa rOfIOBHOrO M CMUHHOIO
Mo3ra, — cMHapoM Jln. STnonorus 3aboneesaHus — MyTaums B
reHe SURF1, pacnofoXeHHOM Ha OJIMHHOM Mfie4e XPOMOCO-
Mbl 9, B rokyce 9934.

Mocne NpoBefeHHOWN B OTAENEHMN Tepanuu (OekcaMeTas3oH,
KapHWUTUH, BUTaMuH E, kosH3um Q10, uepHUBUT, UUTOGIIaByH,
LepebponnanH) NaumMeHT BbIMMCaH C HEKOTOPLIM YIyYLLEHWEM:
cTan KOMMyHUKabernbHee, COKOMHee, YMEHbLUUINCL NposiBe-
HUS OObILLKK, UCHE3 CyOhebpunuTeT, YMEHbLUUACS MONynTo3,
coxpaHsieTcs HapyxHasa odptanbmonnerus. Ctan 6onee yBepeH-
HO XoOuUTb 6€3 MOCTOPOHHen nomolyn. HasHaveHa noBTopHas
rocnutanuisaums Yepes rog B POKB ¢ auHamuyeckum Habnoge-
HWeM y Kapauorora, HeBponarosnora 1 neguarpa no MecTty Xu-
TenbcTBa.

3aknovyeHue

B npepctasneHHon ctatbe NOAPO6HO ONmncaH peaknin KNnHu-
YecKui criyqan cvHgpoma JIn — nofocTpor HEKPOTUSUPYIOLLIEN
3HUedanomuenonatumn y aeten. YHMKansHOCTb AaHHOro cry4as
3aKrno4yaeTcss B MHOroo6pasvun KIvHUYEeCKUX MposiBIIEHNA 3a-
6onesaHns U ONUTENLHOCTU KaTaMHEeCTUYeCKoro HabnioaeHus.
[To paHHBIM MHOrMX aBTOPOB, CPefHss MNPOJOIMKUTENBHOCTb
XKWU3HW MaumMeHToB C Ha4aBLLUMMUCA KITMHUYECKUMU NPOSBIEHNA-
MU cvHapoma Jln He npesbilwaeT 2—4 feT, B JaHHOM Xe crny4vae
nepuopn MaHudectTauum KIMHUYECKNX NPOSBIIEHUIA Yy naumeHTa
npesbIcun 6 ner.



CuHppom Jln (nogoctpas HekpoTuanpyowasa saHuedanommenonatuns). OnucaHme KNMHMYECKOro cny4yas

OcCHOBHbIMM cuMATOMamMu cruHgpoma Jn ABnSATCA 3adepxkKa
NCUXOMOTOPHOr0 Pas3BuUTUA C MNocredyroLlen yTpaTon paHee
NPUOBPETEHHBLIX HAaBbLIKOB, CUHOPOM MbILLEYHON TUMNOTOHUM,
MO3XeYKOBbI cMHAPOM. Mpu MPT ronoBHOro Moara BbIiBSIOT-
Csl XapakKTepHble U3MeHeHus B o6nacTn 6asasibHbIX raHrnves,
MO3Xe4yKa 1 CTBOSa roflioBHOro Moara. MNoBbILLEeHNE YPOBHS Nak-
TaTa B KPOBM MO3BOSISAET 3anofo3puUTb HanmmyMe MUTOXOHAPU-
anbHOW NaTonorumn 1 NPoBecTN NOAPOBGHOE NPULIENIbHOE reHeTU-
yeckoe o6crefosaHve. TOYHO YCTaHOBIEHHbIA AuarHo3 paet
BO3MOXHOCTb MPOBECTWN MpeHaTasnbHyl0 ANarHoCTUKY B OTAro-
LLEHHbIX CEMbSIX.

UccnepoBaHue BbINO/IHEHO B paMkKax MPUOPUTETHOIO Ha-
npasrnieHns pa3sutus «[pocunakTuka, auarHocTvKa v Jied4eHune
BPOXAEHHbIX U MNepuHaTasbHbIX 3abo5eBaHuvi y neteu»
Poccwiickoro HaunoHaslbHOro WccriefoBaTesIbCKoro MeauLuH-
ckoro yHuBepcuteta uMm. H.U.Muporosa
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