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BBenenue

Cunapom MNGIE (MuTtoxoHapualibHasl Heil-
pOTacTpOMHTECTUHAIbHAST  dHUEedaroMruonaTst)
(CUHOPOM MHMOHEWPOTACTPOMHTECTH-
HAJIBHOM BSBHIE®AJIOIIATHUN; MNGIE),
(MITOCHONDRIAL NEUROGASTROINTES-
TINAL ENCEPHALOPATHY SYNDROME;
MNGIE; MYONEUROGASTROINTESTINAL
ENCEPHALOPATHY SYNDROME; POLY-
NEUROPATHY, OPHTHALMOPLEGIA, LEU-
KOENCEPHALOPATHY, AND INTESTINAL
PSEUDOOBSTRUCTION; POLIP SYNDROME;
MNGIE WITHOUT LEUKOENCEPHALOPA-
THY, INCLUDED) o0ycioBiaeH MyTallMsIMU TeHa
TP, konupyrouero TuMuanH dpocdopuiazy (TYMP;
MIM *131222). Ien kapTupoBaH Ha JUIMHHOM ILjIe-
ye 22 xpomocoMmbl (Jiokyc 22ql3.32-qter.). Tum Ha-
clieI0BAHKUA: ayTOCOMHO-peliecCuBHbIN. IlaTorenes:
Tumuaun ¢docdopunaza yyacTByeT B MeETaOOIU3-
M€ HYKJICOTUAOB M €€ HEeNOCTaTOYHOCTb MPUBOAUT
K HapyllIeHUIO npoleccoB pernkauuu MTIHK.

Kinunanyeckue nposiBjieHust

Kputepusimu auarHoza MNGIE sasnsiorcs:
TSDKEJIbIe HapyIIeHUsS MOTOPHMKHU KEIyIOYHO-KU-
IIEYHOTO TPaKTa, 3afepXKa (PHU3NIECKOTO PA3BUTHS
BILIOTH IO KaXeKCHUH, IITO3 M HapyxKHas 0(pTaIbMO-
TJIETUsI, CCHCOMOTOPHA MoJIMHeBponaTust. Bospact
Hayaja BapbUpyeT OT 5 MecslieB A0 45 JieT, Kak Impa-
BUJIO, TIEPBBbIE CUMIITOMBI TIPOSIBIISTIOTCS 10 20 JIeT.
Yaiue Bcero 3aboeBaHMe MaHU(ECTUPYET CUMIITO-
MaMW TTOpaXKeHUs XKeJIyITOYHO-KUIIIEYHOTO TPaKTa,
KOTOpPBIE BKJIIOUAIOT METEOPU3M, aOIOMUHAIbHEIC
0o, HEYCTOMYMBHIA CTYJI, OBICTPYIO HACHIIIA-
€MOCTh, TOIIHOTY, PBOTY, CHUMIITOMbI KHWIICYHO
HerpoxoauMocTH, aucdaruio. HeBpoiormueckue
HapylleHUs] IIpA 3TOM 3a00JIeBaHMM XapaKTeph-
3YIOTCSI MOTOCEHCOPHOM ITOJIMHEBpONaTHUE ¢ Ha-
pYIIEHWEM IMOBEPXHOCTHOM UYyBCTBUTECIHLHOCTH IIO
TUITy “TIepyaToK” U “HOCKOB”, CHUXKEHUEM CHUJIbI B
JUCTAILHBIX OTAeNaX KoHeuHocTell. B 50% ciy4aes
OTMEYaeTcsl HeHpoceHCOpHas TyroyxocTb. Pemko
HaOIIOMAIOTCS MMTMEHTHAs JereHepalys ceTYaTKI
¥ MHTEJUIEKTYyaJIbHbIe HApYIICHUS.

JuarHocTuka
ITpu SHMI BBISIBASIOT NPU3HAKU aKCOHAb-

HOI I[eMHeJ'[PIHH3PIpy10Hleﬁ ITIOJIMHEBPOIIaTUMN.

YV 60bLIMHCTBA MAMEHTOB B LIepeOPOCITMHAIBHOM
KUJIKOCTU oOHapyxuBatoT ieiiouuros. [Ipyu MPT
TOJIOBHOT'O MO3ra BBISIBJISIIOT MpU3HAKU AU PYy3HOI
JefikosHUedantonatuy. B mia3zme KpoBU BBISBISIOT
MOBBIIIEHNE KOHLIEHTPAUUU TUMUAWHA U JEOKHU-
cypuauHa. AKTUBHOCTb TUMUIMH ¢ochopuasbl
B JIEKOLMTaX KPOBU CHMKEHA M COCTaBISIET Me-
Hee 10% oT HopMBI. Takke BO3MOXHO IPOBEAEHUE
JHK-auarHocTuku.

Ilean padoTh

ITpencraButh ciay4yaili SMUTEHETMYECKOTO 3a-
0oJieBaHUsI, COIMPOBOXKIAIOMIETOCSI CUMITTOMATH-
KO MUTOXOHIpUATIbHOM AUCPYHKLIMU — CUHIpOMA
MNGIE.

Marepuajibl H METObI

CoBpeMeHHbIe U KjIacCu4yeckue: KJIMHUKO-Te-
HeaJlorMYecKurii, coMaTOreHeTUYeCKUil, OMOXUMU-
YECKUM, LMUTOTCHETUYECKUI, MOJIEKYISIPHO-TEeHE-
TUYECKUM, METOMIBI BU3YaJIU3ALIVU.

Pesynbrarnbl uccien0Banus

B XCMTI obpatunacek cembs T. ¢ pebeHKOM
4 ner.

Jluaenos npu Hanpaeaenuu: XpoMOCOMHas MaTo-
norust: mukpozaenenust (1p36.21,p36.13). buare-
paJibHbIN LiepeOpaIbHbIA MapaJny CIacTUYECKON U
THUCTOHUYECKOU (popMBI (YPOBEHB V B COOTBETCTBUM
¢ knaccudukanueir GMFCS). 3anepxka ncuxomo-
TOPHOTO U (PU3UYECKOTO Pa3BUTHUSL.

ConyTcTByIOIMiA IUATHO3: 3ajep>kKKa KOCTHO-
ro Bo3pacta. Huctpodus. Tsaxenoe pacCTpoicTBO
npuema nuiu. JnarHo3 ycTaHOBJIEH B OTACICHUU
BPOXIEHHBIX W HACJEICTBEHHBIX 3a00JieBaHUI
¢ nnopaxenuem ITHC Mockosckoro HUU neauar-
PUM U ACTCKOU XUPYPIUU.

AHaMHe3 XKU3HU

PeGenok ot 2 6epeMeHHOCTH (1 GepeMeHHOCTb —
MEIULIMHCKUI abopT), mnporekasuieii ¢ OPBU
B 20 Henenb, 1 MpexaeBpeMeHHbBIX poaOB Ha 27 He-
neJie rectaliui. Ponuiicsst MajlbuuK ¢ 9KCTpeMajlbHO
HU3Koi Maccoi tena -950 rp., poct-32 cM. Poabl
CaMOCTOSITEIbHBIE, B UUCTO SATOAUYHOM ITpeasiexa-
HUM, olieHKa 1o wkajne Amnrap 3/3 6amna. CocTosi-
HUE TIpU POXIECHUU OUYEHb TSIXKenoe, O0yCIOBIEH-
HO€ CUMITOMAaMU AbIXaTeIbHON HEA0CTATOYHOCTH,
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CHHIPOMOM IbIXaTeIbHBIX PACCTPONCTB HE3PEIOTO
tuna. Ha 5 cyTku Xu3HU peOeHOK C AUarHO30M:
CIHP I tuma (atemexrasel). IlHeBMoHms. LlepeO-
panbHast umemus 1l (BHyTpmKeIymouyKOBBIE KpPO-
BOMBIIMSIHUS). TIEpeBeACH B OTHCIACHME peaHUMa-
MM ¥ MHTCHCHUBHOI Tepanuu. PedeHok 49 cyTok
Haxoawics Ha annapatHoi MBJI (McKyccTBeHHOM
BEHTUJISILIMU JIETKUX). JIMarHo3 B OTaeJIeHUN PeaH-
mauuu: BpoxaeHHas nH@peKuusl (MHEBMOHUS, OM-
(hanut, rHOMHBIA KOHBIOHKTUBUT). LlepedGpanbHas
W1IeMUsl, HeOHaTajbHble cymoporu, yrposza ITBJI
(TMepUBEHTUKYJISIpHOW JeiikoMansauuun). CHUHIPOM
OpaguapuT™MuM. IunepOwiaMpyOuMHeMuss B CTaauM
paspelneHus. Mimemuueckas Hepponatus I cremne-
HU. [To3aHuii MeTabonnyecKuii auuno3. BropuuHas
HaAATMOYEYHUKOBAsI HEAOCTaTOYHOCTh. MUKpod-
TaJIbMUSI.

Ha ¢oHe mpoBoaMMOTro JieueHUsI COCTOSIHUE pe-
OeHKa cTabuaM3upoBalioch K 2 Mecsuam. [lepeBeneH
B IETCKOE OTAeJeHHUe ¢ AUuarHo3oM: bpoHxonerou-
Hag aucrutasus 11 — IV. LepeopanbHas uinemus 111
creneHu, I1BJI (mepuBeHTUKYISIpHAS JeMKOMasI-
1), Kucro3Has opma. HeoHaTanabHbIE CyTOpPOTH.
BropuyHasg HagmoyeyHMKOBas HEIOCTAaTOYHOCTD.
PernHonarus: I — Il Ha OD, I ctenenu OS akTuB-
Hag daza. MHOXeCTBEHHbIE TeMaHTHOMBI.

JuarHo3 npu Beinucke: HegoHoleHHOCTh 27
Heaeab. BHyTpuyTpoOHas mHeBMoHuMs. I1BJI (mepu-
BEHTUKYJISIpHAS JIeMKOMasIuMsl) KUCTO3Has (pasa.
CuHapoM yrHetreHusi. PeTrHomaTusi HEIOHOILIEH-
Hbix II — III creneHu. ITeMaHTMOMBI TTOCIE KPUOA-
CTPYKLMU.

®eHoTHI: HEBYCH Ha KOXE, TeMaHTHOMBI, Mpa-
MOPHOCTb KOXXM, HEAOCTATOK MOAKOXHON KjleTyar-
KM, TUIIEPTOHYC MBIIIIL, MbIILIEYHAs! AUCTOHMS, ac-
CUMETPUYHBIC YIIIHbIE PAKOBUHBI.

PonocnoBHas, cBeleHHsA 0 COCTOSSHUM 370POBbS
poauTesieii: POAOCIOBHAS OTATOILIEHA IO MYJIbTH-
(hakTOpUANTBHOM MATONOTUM (MHCYJIBT, aJUIEprus Ha
pacteHus, 2KKb, runoreHsus).

Kanobsl MaTepu pebeHKa ¢ poXXIAEeHUS II0 ce-
TOOHSILTHUIA T€Hb:

1. Otka3 pebeHKa OT eAbl M BOIBI, HAYMHAS C
rpyAaHoOro Bo3pacTa. B cBsI3M ¢ 3TUM HEOOXOAUMOCTb
MUTAHUS Yepe3 30HT ¢ 1 roga XXKM3HU MO CeroaHsIII-
HUl neHb. [lmay u 6eCroKOMCTBO MOCE KaXJI0ro
nprvemMa MUILIW, B3OyTHE XXWBOTA, KOJMKU, PBOTHI
(poHTaHOM, B aHAMHE3€ OTCYTCTBUE CAMOCTOSITE/b-
Horo ctyaa. CTya nocjie KAu3Mbl WA CTUMYJISILAN
Hec(OPMUPOBAHHBIN, 3€JI€HOr0 1IBeTa, C KUCIbIM
3amnaxoM (IOX0X Ha aMMMaK) U CJIM3bIO, Yalle KU1~
KWM.

2. 3amep:kka Habopa Macchl Tejia M pOCTa B IH-
Hamuke. [unorpodus.

3. 3amepkka IICUXOMOTOPHOTO Pa3BUTUSI pe-
OeHKa.

4. Tlcuxuueckue paccTpoiicTBa (TajTIOIM-
HallMM, CTpaxu, UCTEPUKHU, TMOBBILICHHAS MOTIU-

BOCTb), MAHWYECKME aTaKu, apuTMMS Ha (oHE He-

KOTOPBIX MPOAYKTOB MTUTAHUSI.

Pesynabratel mpoBeNeHHBIX MCCICIOBaHUI B

XCMTI'L:

* buoxumuueckuii aHaau3 kpoBu (oT 13 maga
2013 1) — ACT 154,97 En/n (Hopma 1o 36), doc-
dop 11,87 mmons/n (Hopma no 1,78), KpeaTuH-
kuHa3a 1309,93 En/n (Hopma mo 149), nakratae-
ruaporeHasa 1639,75 En/n (Hopma mo 345), Bce
OCTaJIbHBbIE MOKa3aTeld B Mpeaesax BO3pacTHOM
HOPMBI.

+ Jlaktar kpoBu (ot 13.05.2013 1) — 62,13 MKMOJIB/1T
(HopMma 18-72);

* UccrnenoBaHre OpraHMYeCKUX KUCJIOT MOYU Me-
TOAOM Ta30BOI XxpoMaTorpaduu M Macc-CreKT-
pometpun (ot 13.05.2013 r) — BBISIBJIEHBI U3Me-
HEHUS MeTabOJIUTOB: HapYLIEHUS] MUKPODIIOPHI
XKT;

* YpoBeHb ToMoIMCTeMHa B KpoBuU (OT 13 wmas
2013 1) — 9,6 MKMOJIB/T1 (HOpMa 10 5);

* Y3 ObII(o113.05.20131) — decdopmarnims xemrd-
Horo my3bips. [Tpuznaku J2KBIT. Auddy3Hble u3-
MeHeHMs napeHxuMbl neyeHu. [Touku: CripaBa —
66x25,7 MM, TIoJIOXKeHUE TUITUYHOE. JlIoXaHKa He
pacimiupeHa. EamHUYHBIE B5XOTreHHBIE BKJIIOYE-
Hus. CneBa — BeTBUCTBIN TUIT cTpoeHus YJIK,
60%x26,5 mMm. JloxaHka He paciuupeHa. EnuHud-
Hble 3XoreHHble BKIOUYeHMs1. YJIK 6e3 yeTkoro
Hapy>XHOro KoHTypa. HaamoyeyHuku He BU3ya-
JIM3UPYIOTCS.

14.05.2013 r. peOGEHOK KOHCYJIBTUPOBAH WJICH-
kopp AMHY, 1. men. H., npodeccopom E. 4. Ipe-

YaHWHOM.

3ak/oueHne

O1nieHuBas BeChb CIIEKTP MPOBEACHHBIX UCCIIEIO0-
BaHW, IMHAMUKY Pa3BUTHUS 3a00JIeBaHUS OT Havya-
JIo 0epeMEeHHOCTH, MOXKHO MPEATIOJI0XUTh, UTO Y pe-
OeHKa MMeeT MeCTO CIIOXKHOEe HapylleHrue (pyHKINU
reHoma, oOyCJIOBJIEHHOE M3MEHEHHBIM SITUTCHETH -
YECKUM CTaTycoM. B posiu Tpurrepa BbICTyImuMIa UH-
(exuus, mepeHeceHHast BO BpeMsl O€peMEHHOCTH;
MEeIMaTOPOM IOCIYXWJI TeHeTUYeCKUil (poH poam-
TeJeil, KOTOphI U 00YCIOBIMBA HapylleHUE pe-
MPOAYKTUBHON (PYHKLIMKM CeMbM. XapakTep Tede-
HUSI OepeMEeHHOCTH TOATBEPKAaeT MaHUDECTAIUIO
MaTOJIOTMA C BHYTPUYTPOOHOIro mepuoaa, a Itocie
poxaeHus pedeHka (poabl B 27-28 Hell.) mMpoaoJiKa-
J1a MaHM(ECTUPOBATh BO3HUKILIAS BHYTPUYTPOOHAs
rnarojorus Ha (poHe TIyOOKON HETOHOILIEHHOCTH,
KOTOpas cama I1o cebe COMPOBOXKIAETCS TSKEIbIMU
MeTabOoJIMYECKUMM HapyLIEeHUSIMMU.

K Hactosiimemy BpeMeHM cdopMupoBaiach
CJIOXHasl KJIMHWYECKas KapThUHAa MUTOXOHIpUAIb-
HOW muCHYHKIMU, TpeOylolas MpPOBEAECHUS MO-
JIEKYJISIPHO-T€HETUYECKOTO HCCIea0BaHUS (ITOMCK
MYyTalU accoluupoBaHHoi ¢ cuHapomMoM MNGIE
y peberka u cunapomom MELAS y martepn).
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Karamnes: nocje peKOMEeHI0BaHHOM KOMILIEK-
CHOW Teparnuu, codyeTamlleil B cedbe (osaTHyIO Te-
panuio U Tepanuio, HampaBJIEHHYIO Ha KOPPEKIINIO
SHEPreTUYEeCKO TUCHYHKIIMU, IOJTyYeHa MO3UTUB-
Hasg TMHAMMKa B pa3BUTUU pedeHKa. PekomeHnoBa-
HO TPOJOXATh KypCOBYIO TE€pamuio ¢ KOHTPOJEM
nokazarejieil MUTOXOHAPUATbHOIO (MYHKIIMOHUPO-
BaHU U (poaaToB.

BriBoapl

IIpencraBiaeHHEBIN clydail SpKO XapaKTepU3yeT
KJIIMHUYECKUI MOJUMOP(U3M U FeHETUYECKYIO Te-
TepPOTeHHOCTb, CBOMWCTBEHHBIE SIUTEHETMYECKUM
00J1e3HSIM U TTIOATBEPKIAeT U3BECTHYIO MeTaboInue-
CKYIO UCTMHY O TOM, YTO COCTOSTHME MaLlMeHTa MOX-
HO YAIYYILUTb JaxXe IpU HaJIMYUM XPOMOCOMHOM na-
TOJIOTUU, €CJIM UMEETCsl 3HaYMMasl OMOXUMUUYeCcKasi
MUIIEHb, HA KOTOPYIO MOXKHO BO3J€iICTBOBATb.




