


MutoxoHApuanbHble ©OoOne3Hn —  rpynna  NaToNoOrMYeckMx  COCTOSIHUNA,
OOYyCNOBMEHHbIX KINETOYHOW 3HEPreTUYECcKOM HeaoCTaTOMHOCTBbIO W33a HapyLUeHWUN
OMOXMMMYECKNX MPOLIECCOB B MUTOXOHAPUSX, FAe MPOUCXOAAT MPOLECChl OKUCHEHUS
XXUPHBIX KNCNOT U pocdhonnninaos, BbIMNOMHAOLMX BaXXHYH ponb B paboTe rorioBHOMO
Mo3ra, cepALa, CKeENeTHON MycKynaTypbl U MEYEHM.

3yyeHune npupoabl STUX NaTONOrM4Yeckux COCTosiHUM 6bino HavaTto B 1962 r., korga
rpynna nccnenosatenen onucana 6onbHyto 30 neT ¢ HETUPEOUAHbLIM
rmnepmMmeTadbosiMmamom, MblLLEeYHOW CraboCTbio N BLICOKMM YPOBHEM OCHOBHOIO OOMeEHa.
BbIno BbicKkaszaHo npeanoroXeHne 0 CBA3N 3TUX N3MEHEHUI C HapyLUeHneM npoLeccos
OKUCINUTENBHOIO ooCPOoOPUNUPOBaHUA B MUTOXOHOPUAX MbilledHON TKaHW. B 1988 r.
Opyrue y4éHole BnepBble coobwmnnm o6 obHapy>XeHUM MmyTaumm B MUTOXOHAPUATTbHOW
AOHK (MmTAHK) y 6onbHbIX ¢ Mnonatmen n ontuyeckom Hemponatmen. Cnycra 10 net
ObINy HangeHbl MyTaunn S4epPHbIX FEHOB, KOOANPYIOLLMX KOMIMEKCH! AblXxaTeNbHOW Lenu
y AETEN paHHero Bo3pacta. Takum obpasom, cpopmMmpoBariocb HOBOE HarnpasfeHne B
CTPYKTYpe OETCKUX DOoNiesHen - MUToxoHapuarnbHasi NaTonorna, MUTOXoHApuanbHble
MuonaTtum, MUTOXoHApUarnbHble aHUedanoMmmonaTmu.



B HacToduwee Bpemsa onucaHo okono 40 knuHudeckux opm Mb, Ona Kotopbix
N3BECTHbI MOSEKYNSPHOrEHETUYECKUA N DNOXUMUMYECKUA OedEKT B MUTOXOHOPUAX, a
Takke OCHOBHOM TuN HacnegoBaHUsl. OCHOBHble MUTOXOHAPWanbHble 3aboneBaHUs
CBA3aHbl C ToYeYyHbIMM MyTaumamm saepHon OHK v HacnegyroTcs no mMaTepUHCKOM
nmHn (MERRF, MELAS, NARP, MNGIF), opyrne >xe obycrnosreHbl geneunsmm unm
aynnukaunsamum — (KpynHbiMn - nepectporkamu  mutoxoHapuaneHon [OHK), Hocar
crnopaguyecknn xapakrtep u He nepenaroTcs NOTOMCTBY.

HeobxoanmMbiM ycnoBnem pasBuUTUSE MUTOXOHAPMANbHOro NyTu sBNsieTcs AucbanaHc
benkoB cemenctea Bol2, BbicBoObOXOAEeHME MuTOXoHapun umtoxpoma C (Apafl),
dopmupoBaHue anontocomsbl (cytC + Apaf + AT + npokacnasa 9) n akTuBaums Kacnas
9 u 3. lNoBbIWeHNE 3kcrnpeccum B HenpoHax umtoxpoma C u Apaf1, akTMBHOCTKM Kacnas
1, 3 n 0 cBNOEeTeNbCTBYET O Pa3BUTMN Kacna33aBMCUMOIro MUTOXOHAPUANBHOIO MyTu.



[lepBble cumntoMmbl MB HOCAT HecneuuuUYecKnn xapaktep, YTO 3aTpyaHAET UuX
PaHHIO OMarHOCTUKY. Y ManeHbKnx Aeten 3aborieBaHMe HadnHaeTca C OTCTaBaHUS
CTaTUKOMOTOPHbIX OYHKUUM U/ NN NCMXOPEYEBOro pasBuUTUS, NosiBNeHNa cnadocTtu,
YTOMASEMOCTHN, ANCKOOpANHALMN OBMXKEHN. KnnHnyeckasa KapTuHa 3abonesaHua y
neTeu npunobpetaet YyepThbl Tak Ha3bIBaeMOW MUTOXOHAPWAaIbHON
SHuedanomuonatum. Ha doHe wMbllleyHon cnabocT M TUMNOTOHUU, HU3KOU
NepeHoCUMOCTN  (PU3NYECKMX  Harpys3ok HabnwogalT  MPUCTYnbl  CyOOPOr,
MWOKIMOHMYECKME nopdepruBaHud, Muanrmm. Y geten crapwero Bo3pacTa
PErNCTPUPYIOT MPUCTYNblI MUTPEHWN, FOSTOBOKPYXXEHUA, NHCYNLTONOA06OHbIE 3nM304bl,
BO3MOXHbI NTO3 U odoTanbMonnernsa. XapakrtepHbl NopaXxeHns cepaevyHococyancTom
CUCTEMbI, BCTPEYalTCH pexe, HO TakKKe BeCbMa pacrnpoCTpaHeHbl CHUXEHUE
3peHuns, cnyxa, aHOOKPUHHbIE PacCTPOUCTBA.



: FATION E (TSI HERRM SRR O PMTRLMTMIRO MIGEUKs,  Stroke-like
5B mmro kIR GBI NARHEHAMBY MASIUX TS 'MTThﬁcmﬁﬂéﬁgM

FRrEeHLY MY2BBHEML R U%SEHEHNET b M iR KiE® i FEXGA /
- ‘ TaIT_ll?AHMM BO MHormx’mx: MTTL1H, MTTQ, MI'DI'ITH, TTKCuHapom CB%aEpmaanow

C M)./TaLI,I/IFIMI/I BO MHorux reHax: MTTL1, MTTQ, MTTH, MTTK, MTTS1CunHapom cBdA3aH
C MyTaumMamMmn BO MHOIMUX

reHax: MTTL1, MTTQ, MTTH, MTTK, MTTS1, MTND1CuHapom cBsizaH ¢ MyTauusiMm BO
MHorux reHax: MTTL1, MTTQ, MTTH, MTTK, MTTS1, MTND1, MTND5CuHapom cBsi3aH




Bospact, B KOTOpOM MaHuUdecTMpyeT 3abofieBaHnMe, LWUPOKO BapbUpyeT oOT
MNageHYecKoro 4o B3pOCSioro, 0gHaKko Yalle BCero rnepBble CUMMTOMbI MOABAKTCS B
nepmoge ot 5 po 15 ner. Hawano 6one3Hn 4acto Xxapaktepusyetcd
NHCYNbTONOAOOHBIMN  3NN304aMK, 3ITOKAYECTBEHHLIMU MUIPEHAMU UMW  3aEPXKKOM
NCUXOMOTOPHOIo pa3BnTUsA. MHCYmNbTbl NOKann3yTcsa Yalle B BUCOYHOMU, TEMEHHOWN UM
3aTblfIOYHOM 0DNacTaAX rofioBHOrO Mo3ra, COMPOBOXOAKTCA remumnapesoMm U UMerT
TEeHOEHUNIO K ObIcTpoMy BoccTaHoBneHntio. OHM oDycnoBneHbl MUTOXOHAPWANbHOW
aHrmonaTtnen, xapakrepusyrwencs msbbiTodHOM nponudepaumen MUTOXOHOPUNA B
CTEHKax apTepuosi M KanunnsapoB cocyaoB Mo3sra. [lo mepe nporpeccupoBaHUs
bonesHn, Ha boHE MOBTOPHbLIX MHCYNBTOB HAapaCcTaeT HEBPONOrnyeckasa cumnToMmaTuka.
[MpucoegmHATCA  MbllleyHas  cnabocTb, Cyaoporn, MUOKIIOHMM, aTakcua W
HEMPOCEHCOPHaAA Tyroyxoctb. WHorga pasBmBaloTCA OHOOKPUHHBLIE pPacCTPOWUCTBA
(caxapHbIn gmMabeT, rmnousapHbIn HAHNU3M).




ObcnenoBaHWe BKAKOYAET NpoBeAeHNE DUOXMMUNYECKUX, MOPPONOrnyecknx u
MONEKYNAPHO-rEeHETUYECKNX uccnegosaHnin. Hanbonee Yactas mytauus - 3ameHa A Ha
G B 3243-M nonoxeHun. B pesynsrate MHaKTUBUPYETCA TPAHCKPUMNLMOHHbLIN
TepMuHaTOp, 3aKkntoveHHbIM BHYTpK reHa TPHK. CnepgoBarternbHo, B pe3ynesrarte
OOHOHYKNEOTUOHOW 3aMeHbl HAacTynaeT N3MeHeHMe TPaHCKPUNLMOHHOIO COOTHOLLEHUS
pPHK n mPHK n cHmxeHne agopekTMBHOCTU TpaHCcnaumnu. Ha BTopomM mecTe no yacrtoTe
ctout myTauua T Ha C B 3271-m nonoxeHun MmTOHK, npuBogsLlas K passmuTtuio
cuHgpoma MELAS.

JleveHue cnHapomMa rnokKka He N3BeCTHO




Cunapom NARP (Neurogenic weakness, Ataxia, Retinitis Pigmentosa, cuHOpPOM
HenponaTtuu, atakcum, NMMrMeHTHOro peTuHuTa) snepsble onncad B 1990 r. Hacnenyetcs
N0 MaTepPUHCKOMY TUMYy.

B ocHoBe 3aboneBaHna nexunT TodevHas mytauma B nokyce 8993 mtAHK, oTHocsawasaca
K Knaccy MWUCLEHC-MyTauuu, Korga npoucxoguT 3aMeHa nenumHa Ha apruHuH B
cybbeamHuue wecton mutoxoHapuansHonm ATdasbl. YacTo BbISABAAIT KOpPEnAaunto
MEXOY TSHKECTbIO KIMMHUYECKUX MPOSIBIEHMA OONEe3HM M KONMYECTBOM aHOMasbHbIX
MTOHK (ypoBHEM reteponnasmum).




KnnHnyeckme npusHaky BKIMOYAKOT OCHOBHbIE CUMMATOMbI: HEUPONATUID, aTaKkcuio,
NUIMEHTHbIN PETUHUT. HacTo y aeten HabnogaT 3a4epXKy HEPBHO-MCUXUYECKOTO
pa3BUTUSA, CNACTUYHOCTb, Nporpeccupytowyto aemeHumnto. OgHako Bpems
MaHudecTaunm 3abosnieBaHna 3Ha4YNTENbHO BapbupyeT (PaHHMA U NO3OHUN OEBIOT).
TshkecTb KONebneTcst OT 3NoKa4YeCTBEHHbIX A0 A0OpOoKayeCcTBEHHbIX hopM. TeyeHune
nporpeccupytoLLee.

Mo AaHHbIM NabopaTopHbIX UCCNeooBaHUM Hepeako OOHapyXXuMBalOT nakTaT-auuaos,
OJHaKo ero MoXxeT N He ObiTb. Mpn MopdonorMyeckom uccreaoBaHU MbillL, MHOrAA
BCTpevyaeTcs (PeHOMEH «PBaHbIX» KPACHbIX BOJTOKOH.

Cneumndunyeckoro nedeHuns ansa nedeHus cnHgpoma NARP He paspaboTaHo.



Cunapom MERRF (Myoclonic Epilepsy with Ragged-Red Fibers, MMOKNOHYC-
anunerncus, «pBaHble» KpacHbIe BOSTOKHA) Briepsble onucaHd B 1980 roay. B
nocregywouwem 3abonesaHne BblAENUNN B CAMOCTOATENBHYIO HO30M10IMI0.

CuHapom obycrioBneH To4eYHbIMM MyTauusmm B reHe nusmHoson mPHK B nokyce 8344
n 8356. B peasynsrate mytaummn 8344 cHuxaetca ammHoauunmposaHne mPHK oo
35-50%, ymMeHbLUAeTCAa e€ cogepxaHne U NPoMCXoanT nNpexaneBpeMEHHOE 3aBepLUEHNEe
TpaHCNAUMM HA MUTOXOHAPUAarbHbIX pubocomax. dTa MyTaumsa HecrneundunyHas, eé
MOryT onpeaenuTb Npu apyrnx popmax nopaxeHmust HePBHOW CUCTEMBI .
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3aboneBaHne oTNNYaEeTCs BblpaXeHHbIM KIMHUYECKUM NONUMopdrU3MoM, BKOYas
CeEMEWNHbIWU, U HOCUT NporpeccupyroLmn xapaktep. BospacTt maHndgecrtaumm
3Ha4nTenbHO BapbupyeT oT 3 Ao 65 net. 3aboneBaHne HAYNHAETCS C MNOBbLILLEHHOM
YyTOMAAEMOCTM Npn PU3NYECKON Harpy3ke, NosiBrieHnsa 6oren B MKPOHOXHbIX MblLULAX,
CHWXXEHUS NPOLLECCOB 3anoMMHaAHUA U BHUMaHUA. B pa3BepHyTON cTagmu
pPa3BMBAETCA MUOKIIOHYC-3NUIEencus, B TOM YNCIE aTakCcus U AeMeHLUUS.

TshkecTb 3aboneBaHns 1 CTeNeHb NPOrpPeccMpoBaHnA OTNMYaKTCs pasHoobpasnem
Oaxe B rnpegernax ogHom CEMbM.




OcHoBHble kpuTtepun cnigpoma MERRF:
1.MUTOXOHApPWANbLHbLIN TUM HacnegoBaHUs,

2.lUNPOKUIN BO3PACTHOM Anana3oH MaHudectaumm 6onesHu
(3-65 ner);

3.CoYETAHME CMMNTOMOB MUOKIIOHYCa, aTakCuun, AeEMEHLUMN U
HENPOCEHCOPHOW MyXoThl, 4.aTpodonn 3pUTENLHOIO HEpBa U
HapyLEeHUn rnyodoKon YyBCTBUTENBHOCTH;
5.nporpeccupyrouiee TedeHne 3aboneBaHuns;
6.nakTaT-aunaos;

7 .xapaktepHble O3l -n3aMeHeHNs1 (KOMMNEKChbl «Monmcnank-
BOJSTHA»);

8.XapaKkTepHble Mopdonornyeckne N3MeHeHnst Mol (B
brvonTaTtax CKeneTHbIX MbILLL, BbIABASOTCA «PBaHbIE» KPaCHbIE
BOJSIOKHA).

JledeHne cnHgpoma MERRF HanpaBneHo Ha KoppeKkuuto HapyLleHum
9HepreTnyeckoro obMeHa, ymMeHbLLUeHNEe CTEMNEHU NakTaT-aunaosa, npeagynpexaeHme
noBpexageHnn memopaH MMTOXOHAPUW CBOOOAHLIMKU paankanamm kucnopoga. C aton
Lenbio HasHavaT pubodnaBuH, HUKOTUHaAMKUA, untoxpom C, koaH3nm Q-10,
NPOTMBOCYOOPOXHbIE NnepnapaThkl (MPon3BoAHbIE BariblNpoOeBOW KUCOThI, KITOHa3enam

nap.).



CunapomMm MmuoHeBporacrponHrectuHaabHo Heponatuun ( MNGIE) .

3aboneBaHne obycrnoBrneHo MytTaumamm reHa TP, kogupyrowero TMMUAanH
docopunasy (TYMP; MIM *131222).

Kputepnammn guarHosa MNGIE aBnstotcs: Tsxkenble HapyLeHNs MOTOPUKK
XenyooydHO-KULLEYHOro TpakTa, 3agepXKa domsnyeckoro passutuns BnioTb 40
Kaxekcun, NTo3 U HapyXHaa odptarnbMonsiernda, CEHCOMOTOpHas NofiMHeBponaTus.
Bos3pacTt Hayana BapbupyeT oT 5 MmecsueB 0 45 nert, Kak npasusio, nepsble
cumnToMbl nposensatTca o 20 neTt. NpnmepHo y NONOBMHBLI NAUWMEHTOB HavannbHbIMU
CUMMTOMaMU ABMAKTCH NPU3HAKU NOpaXXeHUs XXenyagoyHOo-KULLEYHOro TpakTa.
YKenyaoodHo-kuuleyHble paccTpoOUCTBa ABMAKTCA Be4yLUUMN B KITMHUYECKON KapTUHE
N BKINOYAKOT: ypyYaHMe B XMBOTe, abgoMunHanbHble 60nu, HeYyCTOMYMBBIN CTY,
ObICTPYO HACbILLAEMOCTb, TOLLHOTY, PBOTY, CUMMTOMbI KULLEYHOW HEMPOXOAMMOCTN,
avucdarnio. HeBponornyeckne paccTpoucTBa XapakTepusyrTca MOTOCEHCOPHOU
nonunHeBponaTtnen ¢ HapyLeHnem noBepxXHOCTHOW YyBCTBUTENBHOCTU MO TUNY
"nepyartok” n "HOCKOB", CHUXKEHMEM CUIlbl B ANCTAlbHbIX OTAeNax KOHeYHoCcTeW. B
50% cny4aeB oTMe4vaeTcd HEMPOCEHCOPHAas TyroyxocTb. Peako HabntogatoTcs
NMUrMEeHTHasa gereHepaumsa cetyaTku N UHTeneKkTyasribHble HapyLUueHus.



[Mpn SHMI BbIABMAIOT NPU3HaKM akCOHaNTbHOW AEMMUENTUHU3NPYIOLLIEN
nosinHeBponatuun. Y 0osbLUMHCTBA NaLMEeHTOB B LiepebpoCcnnHanbHOM XUOKOCTU
obHapyxuBatoT nneoumtos. NMNpu MPT ronoBHOro Mosra BbISIBNAKT NPU3HAKN
andpdysHoun nernkosHuedanonatum. B nnasme KpoBu BbISBNSAOT MOBbILLEHME
KOHUEHTpaunum TMMUanHa n geokucypmamHa. AKTUBHOCTb TUMUANH pocdopuniasbl B
nevkoumTax KpoBu cHmkeHa n coctasndetr meHee 10% OT HoOpMbl. Takke BO3MOXHO

nposegeHne OQHK-guarHocTumku.

Cneumdunyeckoro redyeHns He paspabotaHo. [poBoanUTCS cuMnTomaTnyeckas
MOCUHAPOMaHS Tepanus



Cunnpom Boabdpama (cnHgpom DIDMOAD - Diabetes Insipidus, Diabetes Mettitus,
Optic Atrophy, Deafness, OMIM 598500) onucaH Bnepsble D.J. Wolfram v H.P.
WagenerB 1938 r. kak covyeTaHMe HOBEHUSTbHOIO caxapHoro anabeta nm onNTUYECKOW
aTpodmn, KOTOpoe B Mnocrenyrowem Oblfio OOMOMHEHO HecaxapHbIM OnabeTom U
TYrOyXOCTbHO.

CuHOpPOM OTNUYaEeTCs reHeTUYECKOM reTeporeHHOCTbo. Hacneayetcss ayToCOMHO-
peueccmBHOo. [eH nokanu3oBaH Ha Xpomocome 4p. [latonorns cBd3aHa C
HapyLLleHNEM KOMMYHUKaLUUKU 90EPHOI0 N MUTOXOHAPWANbLHOro reHoMoB. B MbllLax
n nmmdoumntax 60% OonbHbIX WMMET TodyedyHble MyTauum MTOHK, kotopble
BCTpeYalTcs nNpu Henpo-ontTnudeckonm atpodun Jlebepa. MIHoraa cuHOpoM cBA3aH C
HanmM4YnemM KpynHou MUTOXOHApPWaribHOWN Aeneuunn.




CumnTombl cnHagpoma Bonbdpama. 3aboneBaHne pa3BMBaeTCs B paHHEM JETCKOM
Bo3pacTe (1-8 nert). HaunHaeTcs OHO C NOABMIEHMA CUMMTOMOB caxapHoro anabeta. pu
9TOM POPMUPYETCA KOBEHUNBLHbLIN (HEAYTOUMMMYHHbIN) CaxapHbIn AnabeT B codeTaHnu ¢
aTpodomen 3puTenbHbIX HEPBOB. B nocrneayolem pa3BuBaeTcs HecaxapHbin Anabet
LeHTpanbHOro reHesa (aedpuumt BasonpeccuHa, Habnogaetcs y 70% O0nbHbIX) U
TyroyxocTtb (y 60%), koTopada npucoeanHsietcs nocrie 10-netHero Bo3pacta. BHavane
NPOUCXOANT CHMUKEHUE CryXa Ha BbICOKMX YacToTax. 3abosfieBaHne HOCUT
NPOrpeccupyoLLni XapakTep.

Y nosnoBuHbI BOMNbHbBIX MPUCOEOMHAETCA HEBPOSIorMyeckasi CMMNToMaTuKa: MUOKITOHYC,
CyZoporu, atakcus, ousapTpusi, HuUcTarm. MiIHorga passmBaloTCAa aHOCMUS, MHCYNbThI,
NUIMEHTHbIA PETUHUT, aHEMUSA, HEUTPOMNEHUS, TPOMOOLIMTONEHNA.

[Mpn Y3UN novek y 50% BbIABAAIOT aHOManuMm MOYEBOWM CUCTEMbI (FMAOPOHEMdPO3,
avnaTtauuo ModYeTodHuKoB). o gaHHbiM MPT obHapy»xumnBatoT aTpoduo cTBoMa Mo3ra u
MO3Xe4dka. Hepeoko oTMmevarT Uu3MeHeHusa I3[ u  anekTpopeTuHorpammbl. [lpwu
MOpPdONoOrnyeckomM uccrnegosaHum oGuontatoB wMblwl deHomeH RRF vyacto He
onpenensirT. XapakTepHO CHWXeHMe YPOBHA rnyrtamartgerngporeHasbl. YpOBeHb
aKTUBHOCTU (pepMEHTOB AbIXaTefibHOW Lenu B npeaenax HopMbl.



OcHosHotl cocmasgasouell 1evyeoHol MmaKkmuKky NayueHmos ¢ OaHHbll
npozpeccupyromum 3a00/1e8anuemM sA6a1emcs n000epiHcKa cemell U 0byyeHue
Oemell NPAKMUYeCKUM HABLIKAM, €ClU Y HUX COXPAHAEMCs NPUEMAUMAS]
ocmpoma 3peHust ,a MaKkice KOppeKuus amoHuu Mo4eso20 ny3wlps, ¢ Uelbio
npeoomepawenus pazeumus cuoporepposza u XII1H.




Cunapom Kepuca-Ceiipa - 970 3aboneBaHue Bnepsble onncaHo B 1958 r. bonbwMHCTBO
cnydaeB obycnoeneHo kpynHbiMn gerneHnsamm MTOHK. KpanHe pegko Bctpedatotcs
aynnnkaumm nnmn To4edHblie MyTauun.

bonbwuHcTBO cnyvaeB cuHapoma KepHca-Cenpa - cnopagunyeckne, 4To MOXHO
0OBACHUTL BbICOKOW CKOPOCTbIO MYyTUPOBAHMA MUTOXOHAPUANbHOro reHoma.
[MpegnonaratoT, YTo Aeneuumn Hanbdornee 4Yacto BO3HUKAKOT B MUTOXOHAOPUSIX
COMaTUYECKMX KIETOK B Nepnog paHHero ambpunoHansHoro pa3sutus. [Noutn B 50%
cnydaeB 6OMnbHbIE UMEIOT HAPAAY C 3TOM MyTaumen gynnukaumo D-netnu,
yHacnegoBaHHy0 OT MaTepu. AHOMasribHO CrMBLUMECS B pe3ynbrate gereunmy reHol
MOryT TPaHCKpUBUpoBaTbCs, HO HE CNOCOOHLI K TPaHCNAUUK K1, crieqoBaTesibHo,
pasBmBaeTca AedmumT Kognpyemolix OEnkos.




3aboneBaHne MmaHndecTnpyet B Bo3pacTte 4-20 neT n BKMoYaeT Tpuagy CUMNTOMOB:
odTanbMONseErnto ¢ NTO30M BEPXHErNO BEKA U OrpaHNYeHNEM OBUMXEHNWN rMa3sHbIX A0M0K;
NPOrpeccunpyroLLyto crnabocTb MblLL, NPOKCMMAarbHbIX OTAEN0B KOHEYHOCTEWN;
MUIMEHTHYIO AereHepaumnio ceTyaTku.

[To mepe nporpeccupoBanna cuHgpoma KepHca-Cenpa npncoegmHsaoTca gpyrue
CUMNTOMBbI: MOpaXXeHust cepaua (HapylweHne putma, aTpMoBEHTPUKYyNapHaa bnokaaa,
pacLiMpeHme rnonocTn XenyaoykoB), opraHa crnyxa (HEMpOCEeHCOpPHas rnyxoTta), opraHa
3peHUs (aTpodus 3puTENLHOIO HEPBA), CHMXKAETCA UHTENNEKT. bonbHbIE yMUpPAKOT OT
cepaevHo-cocyancTon HegoctaTtodHocTn cnycta 10-20 net nocne Hadana 3aboneBaHus.
[Mpn nabopaTtopHOM UCCeaOBaHUM BbISIBAAIOT: NlakTaT-aunaos 1 nosbllleHne 3-
rmopokcubytupara B Kposu; Npu MopdoriormyeckomM ncenegosaHnm buontatoB
MbILLEYHON TKaHn obHapyxumnsatoT peHomeH RRF («pBaHble» MblLEYHbIE BOMNOKHA).

[lnarHo3 yTOYHAKT NPU MONEKYNAPHO-reHeTUYECKOM NCCneagoBaHnn 1 BbiIBNEHUN
kpynHou aeneunn B MTOHK. OgHako npu aHannse nony4YeHHbIX gaHHbIX HE0H6X0aMMO
NPUHMMATb BO BHMMaHMeE CYyLLECTBOBAHME reteponsiasmum, B KreTkax nepmdpepumyeckomn
KPOBM COOePXNTCA Nnb OKoSo 5% myTtanTHon AHK. Bonbliyto nHpopmaumio MOXHO
NOSTy4YnUTb NPU MOSIEKYNAPHO-FEHETUYECKOM aHann3e 6MonTaTtoB MbllL, B KOTOPbIX
cogepxuntca oo 70% mytaHTHOM [HK mutoxoHapun.

B HacTosLwee BpeMs neyvyeHnss He CyLLIECTBYET.



Cunapom Ilupcona-Mappov.

O10 3aboneBaHWe, KOTOPOE COBCEM He MoAadaéTcs NeYvYeHuto, HaunHaeT NPosSBNATLCS
y>Xe B NnepBble HeJenu rnocrie poXaeHusl, a CMepTb HacTynaeT Ha 2 — 3 rofly XXU3HM.

Brnepsble 310 3aboneBaHme 6bino onncaHo Tonbko B 1979 rogy. Caenan ato Hekun H.
A. TlMpcoH. OTOT 4YenoBeK NPakTUYECKM HEe WUMENT OTHOLUEHUSI K MeguumHe, a BOT
onMcaHue 3Toro cuHapoma caenan criy4yamHo, Tak Kak B ero gomMme obin Takon pebeHOoK.

3aborneBaHue OeboTUpyeT B NepBble OHU N MeCSsILbl XXN3HM pebeHKa. [pu aTom
pa3BMBalOTCS TAXKENAA 3rIoKa4YeCcTBEHHasa cuaepobnacTHass aHeMus, Horaa
naHUnTONEeHns (YyrHeTeHne BCeX POCTKOB KOCTHOrO Mo3ra) U MHCYNUH3aBUCUMBbIN
caxapHbln gnabeT, 4To CBA3aHO C pudpo3oM NomKenyaodHom xenesbl. Pe6EHOK BAn,
COHNuB, brieaeH. XapaktepHbl Anapes, nroxasa npmbaska B Bece.

OObIYHO AN MOCTAHOBKM AMarHo3a XBaTaeT TONbKO aHanm3a KpoBW, rae BbliABIAOTCA
CI/ILI,epO6J'IaCTbI N CHNXEeHUE BCEX KITETOK KPOBW.

npOBO,EI,I/ITCFI NOCUMIMNTOMHaA Teparua.



BonblunHCTBO BOMNbHLIX NOrMdatoT B NepBble 2 roga xn3Hn. OgHako y Tex nuu,
KOTopble BblXUnu 6narogapsa 4acTbiM M MUHTEHCUBHBIM reMoTpaHcdy3usiM, CrnycTs
HECKOSIbKO JET pa3BMBAaETCS KIMMHNYECKasa KapTuHa, HanoMuHarLwasa CUHOPOM
KepHca-Cenpa. 3TO NponucxoamT B pesynbrate yBeNnMYeHns cogepaHus
MyTaHTHOM [JHK B MblILEYHbIX N HEPBHbIX KIleTkax 60sIbHOro.




[1o0 HacTosiLero BpemMeHn ahdekTUBHOE NeYeHne MUTOXOHApManbHbIX bonesHen
OCTa€TcHa HEpPELLEHHON NPOoBeMon. OTO CBA3AHO C HECKOSNTbKMMK ddakTopaMu:
TPYOQHOCTAMU PaHHEN ONArHOCTUKU, Manon N3y4eHHOCTbIO OTAESNbHbIX 3BEHLEB
naToreHe3a 6one3Hen, peaKoCTbO HEKOTOPLIX OOPM NaTONOrMKU, TSXKECTbH0 COCTOSAHUS
OONbLHbIX B CBA3WN C MYNIBTUCUCTEMHOCTbLIO NMOPAXEHUS, YTO 3aTPYAHAET OLIEHKY

NPOBOANMOrO FIe4EeHUs, OTCYTCTBMEM €AMHOrO B3rnsaaa Ha kputepum 3addEKTUBHOCTH
Tepanuu.




brazooapro 3a enumanue.




