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OHUEDPAJIOMUOIIATHA

(CUHIPOM
MMHOHEMNPOI' ACTPOMHTECTUHAJIBHO
u SHLIED®AJIOIATHUU; MNGIE)
(MITOCHONDRIAL
NEUROGASTROINTESTINAL
ENCEPHALOPATHY SYNDROME;
MNGIE;
MYONEUROGASTROINTESTINAL
ENCEPHALOPATHY SYNDROME;
POLYNEUROPATHY,
OPHTHALMOPLEGIA,
LEUKOENCEPHALOPATHY, AND
INTESTINAL  PSEUDOOBSTRUCTION;
POLIP SYNDROME; MNGIE WITHOUT
LEUKOENCEPHALOPATHY,
INCLUDED)

MIM#603041

I'enernka:  3aboneBanwe  0OYCIIOBICHO
MyTanusMu rea TP, koaupyromero THMUINH
dbochopunazy (TYMP; MIM *131222). I'en
KapTUpOBaH Ha  JUIMHHOM  Iulede 22
xpomocoMmsl (tokyc 22q13.32-qter.)

Tun HacJeI0BaHUA:
PELIECCUBHBIN.

ayTOCOMHO-

nuaemuosorusa: Yacrora 3a00JjicBaHUA HE
U3BECTHA.

ITIaTorenes: Tumuaua docdopmraza
NpUHUMAeT  ydyacTHe B  MeTabonu3me
HYKJICOTHJOB W €€  HEJOCTaTOYHOCTh
NPUBOIUT K  HApyUICHHIO  IPOLIECCOB
pemukanuu Mt IHK.

Kiaunnuyeckue  mposiBjaeHusi:  Haubosee
yactbiMu npuzHakamMu MNGIE sBistoTcs
nopaxenue JKKT, k koTopeIM oOTHOCATCS
TSKEJIbIE HAPYLIEHUS MOTOPHUKH KEITyIOYHO-
KMIIEYHOrO  TpakTa,  HNPUBOJAIIME K
MPOSIBJICHUSIM MHUTOXOHIPUAIBHOTO
NaHKpeaTuTa ; 3a7epXkKa  (pusnyeckoro
Pa3BUTHUA BIUIOTh 1O KaXEKCHH, MOPaKECHUE
OpPraHOB 3pEHUs: MPOrPECCUPYIOUN NTO3 U
HapyxHasi o(pTaJbMOIIETHs, CEHCOMOTOPHAs

nojguHeBponatus. Bo3pact MmanudecTanun
MOXET BapbUpPOBATh OT 5 MecAleB 110 45 JeT,
Kak IPaBUIIo, HepBbIE CHUMIITOMBI
nposiBisitorcss g0 20 gmer. Ilpumepno y
MIOJIOBUHBI MAIMEHTOB HavyaJIbHBIMU
CUMIITOMaMH SBIISIIOTCS MIPU3HAKH
MOPaXEHUS KEITyIOYHO-KUIIEYHOTO TPaKTa.
XKenynouno-kumieyHsle paccTpoicTBa
BKJIIOYAIOT: ypuaHue B KHUBOTE,
abJloMUHaNbHBIE 00JIM, HEYCTOWYMBBIM CTYyI,
OBICTPYIO HACHIIAEMOCTh, TOIIHOTY, PBOTY,
CHUMIITOMBI ~ KHUIIEYHOH  HEMPOXOAMMOCTH,

nucgaruto, OIIOSCKHIBAIOIIIIE OoJIH.
Hesponornueckue paccTpoicTBa
XapaKTEPU3YIOTCs MOTOCEHCOPHOM
IIOJINHEBPOIIaTUEN c HapyUICHHEM

MTOBEPXHOCTHOM YYBCTBUTEIBHOCTU IO THUITY
"nmepyaTok" M "HOCKOB', CHUJKEHHEM CHUJIbI B
NUCTAJIBHBIX OTAeNIax KoHeuyHocTeil. B 50%
CllyyaeB OTMeYaeTcs HelpoceHcopHas
TYTOYXOCTb. Penxo HaOJII0JAI0TCS
NUTMEHTHas  JereHepanus CeT4aTKu U
MHTEJUIEKTYaJIbHbIE HAPYILICHHUS.

IIpu OHMI'  BBIABIAIOTCA ~ NPU3HAKHU
AKCOHAJIbHOMN JIEMUEITMHU3HPYOLIEN
IIOJINHEBPOIIATUH. v OOJIBLIIMHCTBA

MAIUEHTOB B LIEpPeOpOCHMHAIBHOMN KUJIKOCTH
oOHapyxuBatoT Mieionuto3. Ilpu MPT
TOJIOBHOTO  MO3Ta  BBISBJSIIOT — HPU3HAKU
g dy3Hoi neiikosHedanonatuu. B miazme
KpPOBH BBISIBIISIIOT TIOBBIIIEHUE KOHIIEHTPALIUU
TAMUJMHA W JEOKUCYpUAMHA. AKTHBHOCTH
TUMHUINH (hocopuiassl B JIEHKOIUTAX KPOBU
CHIDKEHa U cocTasisieT MeHee 10% OoT HOpMBI.
Takxxke  Bo3MOxkHO  mposenenue  JIHK-

IMarHOCTUKH,  TPH  KOTOPOH  MOXKHO
OTIpEeAEIUTh nedext reHa. (S.G.
DiMauro,2010).

[Iponeccer METHUIIMPOBAHUSA u

PEMETHIIMPOBAHUS UTPAIOT OONBIIYIO PO B
peanu3anyi HacIeACTBEHHOM mMmarojoruu. B
peakuuy  PEMETWIMPOBAHHUS  METHOHHMHA
T'OMOLIMCTCHUH, IIpuHUMasn MCTUJIbHYIO
IpyIly, BOCCTAHABIMBAECTCS B METUOHUH. B
3TOMN peakuuun METHUIIbHAS rpymmna



MepeHoCUTCsl BHauvajne Ha kobamamun (B12),
MpeBpalas ero B MeTUIKOOATaMHUH, KOTOPBIi
3aTeM OTJAeT METUJIbHYIO TpyIIITy
TOMOIIUCTEHHY, 00pa3ys  METHOHHH C
nomotmbio  ¢epmenta MTR. Tlpu »sTom
MPOUCXOJUT OKUCJICHHE KobOamamMuHa U
¢depmertet MTR mepexonsT B HEaKTUBHOE
cocrosiHue. BoccTaHoBneHue ero (QyHKIUH
BO3MOXXHO B XOJI€ PEaKUUU METHUIMPOBAHUS
npu yuactuu ¢pepmenta MTRR.

Henbro  Hamero  ucciaenoBaHuss — ObLIO
MOKa3aTh  Pa3BUTHE  MHUTOXOHAPUATIBHOMN
MAaTOJIOTUM TIPU COYETAHHOM TOPAKEHUU
reHoMa ¥ HapyII€HUH METHUIMPOBAHUS.

B pabote OblIM HCIONIB30BAHBI CIEAYIOLINE
Martepuaibl U METOAbl: COMAaTOT€HETHUUECKUI
C CUHAPOMOJIOTUYECKUM aHAJIN30M, KIIMHUKO-
reHeaJJOTHYeCKUM, OHMOXMMUYECKHH,
MOJIEKYJISIPHBIi, Ta30Basi XpoMaTorpagusi.
[IpuBonuM HaOMIOEHHE HAIIeW MAIUEHTKH,
I, 1978rona poxaeHus.

IMannentka OCMOTpeHa HAMH B
CTallMOHApPe HHCTUTYTa Tepanuu. /lnaruos,
¢ KOTOpbIM Hal/awgaeTcs NalHeHTKa:
UMONIATUYECKas! TUMOKAIBbIIMEMHUS, TSKEIO0e
TE€UYEHHUE, cyOKoMITeHC aIusl.
[IceBnorunonaparupeos, tun 11?7 Bropuunslit
rUrnepnapaTupeos, Tsxenas ¢opma, BIEpBHIE
BBISIBJICHA. XPOHMYECKUH IAHKPEAaTUT C
HapylUIeHHEeM  3KCKPETOpHOW  (yHKIUH,
PEeUMAMBUPYIONIEE TEUYEHHE. XPOHUUYECKUU
racTpOAyOJEHUT c MOBBIILIEHHON
KucioTooOpasyromield ¢GyHkuer Ha (oHe
npuema HIIBC. Pedmrokc — 330¢arur.
XpOHUYECKUA KOJIUT MO THUIIOMOTOPHOMY
tuny. Jlucounos.

Kanodb1: BripaxkeHHble 001M B CycTaBax,
MBIIIIaX, pe3Kas NoTeps Beca BIUIOTH [0
KaXeKCHHU, CHIKEHUE amlleTHuTa, HapyleHue
CTyJla MO THUIY JUaped, HEBO3MOXXHOCTb
XOJUTb, NepeBOpPavYnBaATHCA, OTEKH
H/KOHEYHOCTEH

AHaMHe3 3a00JIeBaHMA: Cunraer cebs
6ompHoM ¢ 2006 roma, Korga Mmocie KOHTaKTa
C HHCEKTHIMIAMH U TDKEIOW (U3NIeCKOn
Harpy3kod  MOSIBUJIUCh  KPOBOW3JIMSIHMS,
pBOTa, JKHUIKMM CTyjd. BeIcTaBiieH auar”os:
KA, xoarymomaTusi, TpomOouuToneHus. B
2006-2007 r. Hapacrana cinabocTh, OTEPS B
Bece, 0osb B KOocTsX. B deBpane 2008 roma
TpaBMa: TMaJieHue, ymuoO Tas3a, TMOCIEIHEe
BpeMs MOSIBIIIMCH 0OJIM BO BCEX CyCTaBax M3

—3a Yero HWCIBITHIBACT PE3KOe 3aTpyJAHCHUE
npu xoapbe. BropuuHo moctynuia B
remaTojorudyeckoe ornaeiieHue 18.12.08r., Tak
KaKk BHOBb TIOSBUJIMCH KPOBOMBIIUSHUS B
MOJKOXHYIO KJIeTYaTKy. bBbuT 3amomo3peH
CIIMHAIBHBIA TPOLECC B BEPXHETPYIHOM
ornmene cnuHHOro Mosra. HA  MPT
MaTOJIOTUU MO3BOHKOB M CIIMHHOTO MO3ra HE
BbIsiBIICHO. C  TOJO3pEHHEM Ha HIDKHUN
napamnape3 IepeBe/IcHa B HEBPOJIOTMYECKOE
oTJeNieHre. BBICTaBIIeH AMAarHo3 OCTEOIOPO3.
3a 2009 — 2010 rox Hapacrtana cnabocTs 601b
B CyCTaBax, KOCTSAX, HWHTCHCHBHAs IpHU
JBWDKCHUM, CyIOpOTM B  KOHEYHOCTSX,
nmaaeHue A/l
PonociioBHasi  oTAromieHa  CepacdyHO  —
COCYHCTHIMH 3200JICBAaHUSIMH
Pe3yabTaThl IPOBeIEeHHBIX HCCIEI0BAHUIA:
e bHOXMMHYECKUH aHAJIU3 KPOBU
menouHass  ¢ocdarazat 17422
En/n (mopma no 240), oOmuit
xomectepuH| 2,36  MMOIB/I
(mopma 3,37 — 5,96), ACT 1 39,12
En/m  (mopma 1m0  32En/m),
KpeaTuHuH| 26,46 MKM/1 (HOpMa
53 - 97), nakrataeruaporeHasa
1300,27 En/n (mopma no 247),
obmmit 6emok | 64,86r/n (HOpMa

66 - 87).

e buoxumuyeckuii aHamu3 MOYH:
JIEUKOIINTEI +70 (HOpMa
OTpHIIATENbHA).

e CKpUHUHT - TECT MOYH:

HE3HAYUTEILHBIC CIICIbI MPOOKI Ha
WHANKAH (HOpMa OTpUIaTellbHas),

mpo0a Ha KaJIbLIUIA
oTpHUIaTeNbHAas (HOpMa
MOJIOKUTEbHA).

e lccnenoBansl nosmMoppu3Mbl B
reHax CHCTEMBbI (POIATHOTO IIMKIIA
(or 05.05.2011r) OGHapyxeH
nonmumopdpmsm B 66C MTRR B
TOMO3UTOTHOM COCTOSIHUH,
OJIUMOPPH3M B reHe
aarnorensuHorena (AGT 1II) B
reTepPO3UTOTHOM COCTOSHUH.

e ['omomucrenH — Hopma, Butamun
B12 — Hopma, donmeBas kucioTa
! 1,1 ar/mn (Hopma >5,21).

e OpraHuyeckue KHUCIOTHI MOYH (C
TpakToBKOW):  [loBBIlICHWE  p-
Kpe3ona, ¢denmntakrara,



TOMOBAHHJIOBOM, 4-

TUIPOKCUOCH30MHOM, 4-
TUIPOKCU(PEHMITYYKCYCHOM, 4-
TUAPOKCU(PEHUIMOIOYHON KUCIOT
MOXKET yKa3bIBaTh Ha
nucbakTepuo3,  HapylleHHe B

nuKiIe peHnIaJaHuHa U THPO3UHA,
3aboneBanue medeHu. CHUKEHHE

M30TOMOBAHWIOBOM
(BaHMIIMaAHEIIOBOM KHUCJIOTHI)
MOXKET HaOII01aThCS npu
CHIDKEHUU YpOBHS
HEUPOTPAHCMUTTEPOB
(penunananuna, JIoIaMHUHa,

HOpaJpeHaJINHa), HU3KOM YypOBHE
koakropos (B2, B6, Mo, Cu, Fe),

HapyUIECHUE METHJIMPOBAHUS.
IloBelIeHHE UHAOJNAlLlETaTa, S-
TUAPOKCUHMHIAIALIETATA,

WHJOJUIAKTaTa  MOXET  OBbITh
CBSI3aHO C TPHEMOM  IHIIH,
Ooratroii  TpunToaHOM  WIH
KHU3HEIESITEIbHOCTbIO OaKTepuil B
XKKT. IloBsimenue ¢ymapoBoi,
aKOHUTOBOMH, HM30IMMOHHOMN
KHCIIOTBI  CBUJAETEILCTBYET O
3aJ1€ICTBOBAaHHOCTH LMKJIA
KpeOca. [loBbIienne riayTapoBoi,
MMUMEINHOBOM, a3eJIauHOBOM,
cyOeprHOBOM u 3-
THJIPOKCUCEOAIITHOBOM KHCJIOT
MOKET HaOJIIOnaTsCs npu
HapyLIEHUH B-oxucnenus,
nH(pEKIHUH, ToJ0JaHuH, KeTo3e. 5-
OKCONPOJIMH MOJKET MOBBIIIATHCS
npu TUIIepaMMOHEMHUH,
HapylICHHE B IMKJIC MOYEBHHBI,
nedunmre OPHHUTHH
KapbamounTpaHcdepassl,
LMCTUHO3€, pacraje TIyTaMHHa.
Cynbpuabpl MOTYT TOBBIIIATHCS
npu HapyIIEHUN obmeHa
CEpOCOJIEpP)KALINX aMUHOKHUCIIOT,
HEJ0CTaTOYHOCTH
CyNb(OUTOKCUAA3BI, JHETE. 2-
ATUITUIPAKPUIIOBAS, 2 -

THAPOKCH - 3 —
METHJIBAICPHAHOBAST  SIBIISFOTCS
MeTabonuTaMy H30JIeWlMHA. 2 —
THIPOKCUU30BAJICPUAHOBAS
KHCIIOTa MOJKET TIOBBIIIATHCS MPHU
(EHUITKETOHYPUH, 3-
KETOTHOJIA3HON
HEI0CTaTOYHOCTH,
MHOKE€CTBEHHOU
HEIOCTaTOYHOCTH  KapOOKCHIIa3,
HEI0CTaTOYHOCTH OPHHUTHH
TPaHCKapOOKCHIIA3bI.
e AHanu3 cBOOOJHBIX aMUHOKHCIIOT
kpoBu: uTpyauH | 0,008MMoOb/1
(mopma 0,012 -0,055), TpeonuH|
0,032mmone/n - (Hopma 0,040 —
0,204), a - aMHHOMACISHas
kucnoral 0,058 mmonw/n (Hopma
no 0,035), tpuntodan | 0,013
MMmoutb/n (HopMma 0,025- 0,073).
Ha OCHOBAaHUU xaoo, aHaMHe3a,
ocoOeHHOCTEN  (eHoTuma,  pe3yJsIbTaToB
JOTIOJTHUTEIBHOTO UCCIIEIOBaHMS Y poOaHa
umeer Mecto cuHapoM MNGIE Ha ¢one
nepunura QGepMeHTOB (HOJATHOTO IIHKIIA.
YuuteiBas BOBJICUCHHE B Tpo1Lece
MHOXXCCTBEHHBIX ~ y4YaCTKOB  TIE€HOMa U
OOHapy>KeHHE HECKOJIBKHX NOJIMMOpP(HU3MOB,
CHIDKCHHE YpOBHS (DOJIMEBOM KHCIOTHI U
MOBBIIIICHUE YPOBHS KOOAJTaMHHA, a TaKXKe
BBIPQ)KCHHBIC META0OJMUYECKUE HAPYUICHUS
00BHOM OBLI PEKOMEHIOBaH Kypc
peadmIMTaIIMOHHOM MEIMKaMEHTO3HOM
Tepanuu, KOTOPBIH, B TIEPBYI OYEpeIb
BKJTIOYAJl SHEPTOTPOIHYIO TEPAIHI0, a TAKKe

KO(haKTOPHYIO.
BoiBoabI: TakuM  00pa3oM,  JaHHOE
HaOro1eHue MIOKa3bIBACT pe3ynbTar

CHUHTPOIIMYECKOTr0 BO3JEHCTBHS T'€HOB Ha
peanu3aIyio IMaToJOTHYECKOW WH(pOpMAIHN
U TIOATBEPKIAET POJIb SK30I'€HHBIX (PAKTOPOB
B OBICTpOil MaHU(ecTaun 3a00IeBaHuUs, YTO
MO3BOJISIET  MPENNOJIOKHUTh, YTO JaHHBIN
ciyJai ABJIIETCS IPOSIBIIEHUEM
SMUIeHETUYECKOH 00JIe3HU.



