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WccnenosaHme PesynbtaT KoMMeHTapui

MUTOXOHAPWAsbHbIE 3a60MEBaHNS,  CM.KOMM. [Aeneunit n aynavkauun mutoxoHapuansHon JHK, a Taoke
KOMMIEKCHas MyTauuii 3243A>G, 3460G>A, 8344A>G, 11778G>A, 14484T>C,
[IMarHoCTMKa: MUTOXOHApUasibHas 8993T>C/8993T>G 0bHapyxeHO He bbinio

Pe3ynbTaT NpuiaraeTcs Ha OTAeNbHOM 6naHKe.
BHuMaHue! B aneKTpoHHOM ak3eMnnsipe 6naHka Ha3BaHWe UCCNeA0BaHMS COAEPXKMUT CCbIIKY Ha CTPaHWLY CaiiTa C On1caHMeM

ncecneaoBaHus. www.invitro.ru
Pe3yanaTb| MCCﬂeﬂ,OBaHMVI He ABNAKTCA ANarHo3oM, HEO6XO/J,I/IMa KOHCynbTauua cneunanmncra.

M.M. / Noanuck Bpaya
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MH3 999999999

Onucanue

[TarmenTka npotectupoBana B HezaBucumoit naboparopun « MHBUTPO» ¢ uensio
BBISIBJICHUSI MUTOXOHIpuaibHBIX 3a0oneBanuii (MELAS, MERRF, nacnencreennas
odranbmoruierusi, c-m Kepuca-Cetipa, Heiiponatus Jlebepa). Onpenenenne HaTuaus

JaCThIX MyTaIlii MUTOXOHIPHUATBHOTO TEHOMA
(mpodunes Ne77704).

MuToxoHApHAJbHBbIE 3a00JIeBaHUsl  KIMHWYCCKH  TPEJCTABIAIOT  COOOM
TeTEPOTreHHYIO TPYIITY COCTOSIHHM, PA3BUBAIOIINXCS B CBS3U C HAPYIICHHEM Pa0OTHI
(hepMEHTOB JIpIXaTEIBHOMN IIeN MUTOXOHAPHI. HapyleHuss MoryT ObITh CBS3aHBI
KaK C MyTaIlusIMH, TOSIBJSIIONIUMUCS B SACPHBIX T'e€HAX 4YEIOBEKa, TaK U C
myTanusmu B mutoxouapuansHoit JIHK (Mt/IHK). Haubonee yacto HabmromatoTcst
noBpexaennus MT/IHK, koTopbeie XxapakTepusyroTcsi MPOTHKCHHBIMHA JCICIHSIMU U

OyIUIMKAUsIMU, a TakKe TOYEYHbIMM MyTauusmu (uvame Bcero 3243A>(Q,
3460G>A, 8344A>G, 11778G>A, 14484T>C, 8993T>G).

MutoxoHapualibHbie 3a00JeBaHUsI MOTYT MaHU(ECTUPOBATH B JIIOOOM BO3pacTe.
JIOBOJIBHO 4YacTO KJIMHUYECKUE MPOSBICHUS MUTOXOHIPHAIBHBIX 3a00J€BaHUN
MOryT mnoiamagarb noj  crneuupuuyeckue cuHapomel:  MELAS-cunnpom
(MUTOXOHApPHUATIbHAS MUONATHS, sHIIeaonaTus, JAKTaT-aluua03,
WHCYNBbTONOA00HBIe d1130/1b1), MERRF-cunapom (MuokioHWYeCKast SMUIIETICHS,
aCCOLIMMPOBAaHHAs C IOPBAaHHBIMU KPAaCHBIMH BOJIOKHaMH), IMPOTPECCUPYIOIIAs
HapykHas odTanpmoruierus, cuaapom Kepuca-Ceiipa, cunapom Jles, HeliporeHHas
c1aboCcTh € aTakCued W NUTMEHTHBIM peTUHUTOM. OHAaKO JOBOJBHO MHOTO
KJIIMHUYECKHUX CIIy4aeB MUTOXOHJPHAIBbHBIX 3a00J€BaHUN HE MOMANMAIAIOT HU IO
OJIHY U3 MEPEUMCIECHHBIX KaTErOPUN, UMES IEPEMEKAIOIIMICS CIIEKTP NPOSBICHUI
¥ CUMITOMOB, YTO BO3MOXHO OOBsACHsETCs rereporiazmued myrauuii B MTJHK
(BapualMs KOJIMYECTBA «MYTAHTHBIX» MUTOXOHJIPUH B OTHOM KIIETKE).

YacTeiIMA KIWHUYCCKUMH TIPOSIBICHUSIMH  MHUTOXOHJIPHANBHBIX ~ 3a00JI€BaHUN
aBisitorcst  OnedaponTo3,  opTanbMOIUIETHs, NPOKCHUMAajbHas  MHUOIMATHUS,
KapJIUOMHOIIATHS, HEHUPOCEHCOPHAs TYroyXoCTh, aTpodus TJIa3HOTO HEpBa,
MUTMEHTHAs PETUHOMNATHA, OJHIedaaonaTus, CyJAOpOTd, JEMEHIIHS, MHIPEHb,
WHCYJIbTOMOI00HBIE ATTU30/IbI, ATAKCHS, CIIACTUYHOCTb.

Myranuu B MT/IHK MoryTt nepenaBarscsa no marepuHckon JimHuu. [Ipu Hanuunn
mytaruii B MTJIHK Myx)4uHbl puck mepenauu abeppaidu JETSIM OTCYTCTBYET.
Henemmu B MTJIHK wame Bcero Bo3HmkaroT de novo (€IWHCTBEHHBIN Ciiydail B
CEMbE), TOTJa KaK TOYEYHbIC adeppanuu U TyIUIMKAIMU 4YacTO TEPENaroTCs II0
MaTEPUHCKOM JINHUU.



MH3 99999999

Tun myrauuu PesyabTar

Heneunu mutoxonapuanbHoit JIHK He BoisiBIeHEBI
Jynnukannu mutoxoHapuanbHon JJTHK He BBIsIBIICHBI
Mytanus 3243 A>G mutoxonapuansHoi JIHK He BreIIBNICHA
Myrtauus 3460G>A mutoxonapuansHoil JJHK He BbIsiBNICHA
Mytanus 8344A>G mutoxonapuansHoi JIHK He BreIIBNIEHA
Mytauus 11778G>A mutoxonapuansHoi [JHK He BbIsiBNEHA
Mytanus 14484T>C muroxonapuansHoit JJTHK He BbIsIBIICHA
Myramwmst 8993T>C/8993T>G muroxonnpuansHoit JJHK | He BeisiBieHa

B pesynprare wuccienoBaHWs dYacTele MyTanuu MuTOXOoHApuansHOM JIHK
HE BBISBJICHBI.

[Tony4yeHHBIH pe3yabTaT 3HAYUTEIBHO CHUKAET BEPOATHOCTh MUTOXOHAPHAIBHBIX
3a00J1€BaHUM, CBSI3aHHBIX C MyTallUIMH B MUTOXOHApUAIbHOM reHoMme. OHako, B
peIKUX Ciy4dasx MyTalldkd MOTYT OOHapyXMBaThbCid B JIPYTUX pPErHOHaXxX
mutoxouapuanbHoi JIHK, a Takke B SiEpHBIX I'eHaxX, PETYIHPYIOMIUX padoTy
MUTOXOHJAPHIA, KOTOPBIE HE AHATIU3UPYIOTCS B JAHHOM TECTE.

Jlnst mosydeHus: TOMOJHUTENbHON MH(OpManuu Mo pe3yjbTaTaM TECTHUPOBAHUS
PEKOMEHAYETCSI OYHASI KOHCYJIbTAlMsl Bpa4ya-TeHETHKA.

Bpau-renerux



