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* MutoxoHgpuanbHble 6o5e3Hn (Mb) — knMHM4Yecku
reteporeHHas rpynna 3abonesaHuin, BO3HUKAKOLLNX
B pesynkrate AUCPyHKUUN OblXaTenbHOWU Lenm
MUTOXOHAPUN. OHM MOTYT BbI3bIBATLCA MyTaUUAMU
B agepHon nnu mmutoxoHapuansHon OHK (MTAHK)




OunarHoctukal/ TectupoBaHue
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* Y HEKOTOPbIX DOMNbLHbLIX C XapakTepPHOW KapTUHOM
nepeyuncrieHHbIX Bbllle CUMHOPOMOB AMAarHO3 MOXET
ObITb NOATBEPXOAEH MOSIEKYNAPHO-TEHETUYECKUM
TectupoBaHuem [HK, nony4yeHHON N3 KpoBU
bornbHOro.B apyrmx criyyaax guarHo3 BO3MOXKEH Ha
OCHOBE POOOCNOBHOU, KOHLUEHTpaL MM NnakTaTa B
cnnHomo3srosou xunagkoctn (CMXK) u B kposu, MPT
ronoBHoro mo3ara, OKI, buoncum mbiwiy ¢
MCTOSTOMMYECKUM N TMCTOXUMUNYECKUM
nccrnegoBaHMeM, MOMeKynApHO-reHeTUYEeCKNX
nccnegosaHun mytaumm mtAHK.




[eHeTU4YeCKOe KOHCYNLTUpPOBaHUe
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* MI/ITOXOHLI,pI/IaJ'IbeIe bone3Hun MOIYT Bbl3blBATbCA

nedektamu saepHon AHK nnu mtOHK. JedekTbl
S0epHbIX reHOB MOryT HacnenoBaTbCA ayTOCOMHO-
PeLEeCCUBHO UM ayTOCOMHO-OOMWUHAHTHO.
[HedekTol MTOHK nepenatotca no matepuHCKOn
NNHUN.




Tata 1. KnamHaY9eckKHe CHHIPOMBI MATOXOHIPHA/TLHBIX DO Ie3HEH

i s - IT epEaY9HBIE AdomomHHAETE IBHBIS
SEaHn Op IEHaKH Op H3IHaAKH
Chronic progressive external
ophthalmoplegia (CPE O) Hapv>xsas
odTanTEMOILIISIHM A Jlerxas
(PEO) NPOKCHMAIIEHAA
MIIOIIATHA

XpoHHSSCKAad NMPOTrPeCCHPVIOIIAS
HAapVEHas odTaATEMOIUISr A

JLBEVCT OpOHHIIA IITO3

Kearns- Savre syndrome (KSS)

PEO HacrvIaer oo
205, ITuarnaelTHAaAsA

- - 2 PeTHHO- i
K3puac-Caiipa caaapon (KCOC) L T SRR 5&} ; ;’g‘O;IH'ﬂX cl‘t-gyxor a.
Benox B CNCE ‘a = = am;x’ll TR
Eg&mm I M OoIIapaTHeOMIOM3NL
ATAKCHA AenseHns
CepoeuHenii
Omtox
CrugepoOrsiactiaissecka
A aHeMHdE OSTCKadA.
ITasmTuTOIISHIIA
Pearson syndrome Hapvimenue 1 o —
IInp coHa CHHIP OM 3:‘30 KpHHHOM KaHaATBICE

IO EITY JOH Ot
SHETIE3EI

Infantile myopathy and lactic
acidosis (fatal and non-fatal
forms) Madas T HAT MHEOIIATHA
H JIAKTANHO0S (JISTATEHAA M He-

JeTarmsHASE QOopPMBI)

T umoroHMA Ha 1 rogwv
SHIIZHL

TpvOoHOCTH
ECEapMITIBAHNA M
HAapvVIINeHHES ObBIXAHMIA

ParansHaz dopma
MO3FET
ACCOLHMHPOBATECHA C
KAapOHONMIIOIIAT Held

I.eich syndrome (LS)

JI35I CHHIpPOM

ITogocrpa=
PeIl I EMPYIOIIA
A 3HuedaTToIarus

MNozzeuxoBsie 1
CTEBOJIOEBIS SHAKH

I1 POCECHHEIROIIIHC
OazarmHBIS ragITIue

HeepomoruiecxKoe
=2aborEeBagne I

Oosie=zae JIa v maTepH



HacneacrtBeHHble nporpeccupyrouie MbilleYyHble
AvETPodM.

« ['eHeTn4ecKkn reTteporeHHas rpynna 3abonesaHuu,
BO3HMKaKOLLasa B pe3ynsrate MyTtauun B reHax,
NPOAYKTbl KOTOPbIX 3KCNPECCUPYOTCH B MblLLEYHOM
BOJIOKHE, JTOKanuayrTcs B capKkonemMmme,
capkomepe, aaepHon 0b6onoYKke N MEXKIETOYHbIX

npocTpaHcTBax N obecne4mBatoT CIIOXHbIA NPOLIECC
MbILLEYHOro COKpaLLleHus.




KnnHuyeckue nposiBneHna HacneactBeHHbIx MM
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« Bos3HukatoT ¢ 1 roga oo 70 neTt n XxapakTepusyrTcs
NpoOrpeccupyroLen MbllLeEYHOW CrnabocCThbio,
TPYOHOCTAMU Npu xoabbe, rnpbiKkax, nogbemMe no
NECTHULE M U3 MOSIOXKEHNA Ha KOPTOoYKax (Npnembl
[oBepca), CyxoXnnbHOW rmno- n apedornekcuen,
BO3HMKHOBEHMEM MepeBanmBaroLLENCs NOXOOKM.

* YpoBeHb KOK nosbiweH. Ha SHMI - nepBuyHo-
MbILLEYHbIN XapaKTep nopaxeHus.




OcHoBHasa npodrieMa ANAarHOCTUKU MOHOINEeHHbIX
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ﬁﬂw =-reHeTn4yeckKas rereporeHHOCTb

[log reHeTUYECKON reTepOreHHOCTbI0
HacreacTBEHHbIX Oone3Hen NOHMMAaKT (PEHOMEH,
Korga KNMHUYECKU egmnHoe 3aboneBaHne MOXET
ObITb 00OYCNOBMEHO MyTaUUAMU B Pa3HbIX reHax
(NOKyCHas reTeporeHHoCTL), UK, HanNnpPoTMB, Koraa
MyTauun B O4HOM reHe o0yCcnoBnMBaloT pasHble
KNnHn4eckne dopmbl ogHOro 3aborieBaHust, nnu
pa3Hble 3abonesaHua (annensHas
reTeporeHHoOCThb).

Kpome Toro, ogHoO 1 ToXe 3aborneBaHne MoXeT
METb PasfiMyHble TUMbl HacneaoBaHUS.



BbisiBneHue onpenerneHHoOro reHeTu4eckoro
BapuaHTa HacneancTtBeHHOro 3aboneBaHus
[HeoOBXxoanmo 'ans:

* OnpepeneHnsa ocobeHHoCTEN KITMHUYECKNX
NPOSIBIIEHUN N TEYEHUA 3aborneBaHuns

« YcTaHOBMeHUs1 TuNa HacnegoBaHust 3aboneBaHns n
pacyeTa pucka poxageHusi bonbHoro pebenka

* [1naHnpoBaHUA NPOPUNAKTUYECKUX MEPONPUATUNN B
OTArOLLUEHHbIX CEMbAX

« Pa3paboTku natoreHeTn4eckon nnu reHotepanum
HacneacTBeHHbIX 3aboneBaHUN




OAavH n3 cnocoboB peleHns Npobremsbl

reHeTU4eCKOU reTeporeHHOCTU HacneacTBeHHbIX
[3aboneBaHun

Co3ngaHune alirfopnTmMoB ANArHOCTUKN pPa3rinMvYHbIX

rpynn HacrnieaCrBeHHbIX 3aboneBaHun, B OCHOBY
KOTOPbIX NOJTIOXEHHbI.

* OcoBEeHHOCTEN KIMMHUYECKMX NPOSABIIEHNN

« YacToTa BCTpe4aeMoCTN OTAENbHbIX FTEHETUYECKNX
BapnaHToOB

* Hanunume maXopHbIX MyTauUUn B reHax
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* [1pn Hann4nMn BbIpaKeHHOW reHeTUYEeCKOU
reTeporeHHoCcTn 3aboneBaHus LienecoobpasHee
aenartb CEKBEHUPOBAHME 3K30Ma - KIMHNYECKOE
NI NO HEBPOJIOrMYECKOWN NaHenu, Tak Kak nouck
MyTauun nocriegoBaTtesibHO B OTAENbHbIX reHax
bonee 3aTparteH n meHee adhPEKTUBEH
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« CekBeHMpoBaHMe bruononmmvepos (benkoB U HYKIeN
HoBbIX Kucnot — OHK n PHK) —

onpeagerieHne nx aMUHOKNUCITOTHOW
NI HyKJ'IeOTI/I,EI,HOI7I nocriegoBaTtesibHOCTN




CekBeHnpoBaHUue 3K30Ma
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* Vcnonb3yeTcs npu Bbipa*XeHHOW reHETUYECKOU
reTeporeHHoCTn 3abosfieBaHns N 3HAYNTESTbHOM
pa3mepe reHoB, OTBETCTBEHHLIX 3@ BO3HUKHOBEHME
3abonesaHune




OrpaHn4yeHnsa 3K30MHOIO
€eKBeHUpoBaHuS

Henb3a obHapyXnTb:

« MyTauuW, NPUBOASALLME K UBMEHEHUIO YNCa KOMU
reHOoB,

* 3KCMNAaHCUIKO TPUHYKNEOTUOHbIX NMOBTOPOB,

¢ MyTauWUu B reHax MUTOXOHAPWAIIbHOro reHoma
(TECTUPYIOTCS OTAENBHO),

* HOCUTENbCTBO MyTaLUUX B X XpPOMOCOME B
reTepo3nroTHOM COCTOSAHUN Y AL, XKEHCKOro nona,

* 0QHOPOAUTENBLCKME ANCOMUM,

*  pPa3NMuUTbL MyTauun B reHe 1 nceBgoreHe
(Hanpumep, Npu crnMHanbHOM aMmnoTpodonn).
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B cBA3K Cc TeM, 4TO npn npoeBegeHnm 3Kk30MHOIo
CEKBEHUNPOBaAHUA BbIABIIAKOTCA HE BCE MYyTAaLUN B
reHax, KpomMme T0ro, npm HEKOTOPbLIX rpynnax
3aboneBaHNM €CTb YacTble reHETUYECKne
BAPNaAHTDbI, a TakXKe MaXXOpPHbl€e MyTaLln B reHax,
OTBETCTBEHHbLIX 3a UX BO3HUKHOBEHNE, aJlTOPUTMbI
ANArHOCTUKN HE NoTepAIin CBOEro 3Ha4eHn4.




BbiBOAbI
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« CekBeHMpOBaHME 3K30Ma NO3BOSIAET CYLLECTBEHHO
NOBbICUTb 3PPEKTUBHOCTb ANArHOCTUKA
HacneaCTBEHHbIX HEPBHO-MbILLEYHbIX
3aboneBaHnn, HO MEET OrpaHNYEHUS.

« TpakToBKa NOMyYeHHbIX Pe3ynbTaToB JOIMKHA
OCYLLECTBNATLCSA BpA4YOM r€HETUKOM B TECHOM
KOHTaKTe ¢ bnonHpopmaTkamum.

* KnunHun4yeckaa KapTuHa + CEKBEHUPOBaHME 3K30Ma
naet 100% anarHOCTUKY MUTOXOHAPWAIIBHOIO
3aboneBaHus
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CBOEBpEMEHHAs JUArHOCTHUKA
MMTOXOHIPHAJILHBIX 00JIC3HEN




