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Mporpeccupytowme MolweyHble guctpodumn (MMVO) - re-
HETUYECKM reTEPOreHHas rpynna 3abonesaHuii, knaccupuum-
pyemas B 3aBMCMMOCTY OT NPEUMYLLLECTBEHHOW NOKann3aLmm
MblLEeYHOro nopaxenus. K yucny pegkmx Gopm OTHOCATCS
okynodapuHreansHslie MM, (OPMM/), yactoTa BCTpeyaemo-
CTV KOTOPbIX B PA3NINYHBIX EBPOMENCKNX MOMYNALMAX COCTAB-
nset 1:100000-200000 yenosek [1-3]. KnuHuyeckas kapTu-
Ha ODMM/, xapakTepu3yeTcs M30MPOBAHHBLIM WU NMPENMY-
LLLECTBEHHBIM MOPAXEHVEM Ma304BUraTeNbHbIX U MMOTOYHBIX
MbILLL. B psige cnyyaes no Mepe nporpeccrpoBaHms 3abone-
BaHMs OTMEYAETCS reHepann3aLLms NnaTonormiyeckoro npoLec-
€a C pacrnpoCTpaHEHNeM ero Ha MblLULLbl TOSICOB KOHEYHOCTENR,
a TaKke C NOSIBNEHVEM 04aroBON HEBPOMOTMYECKON CUMNTO-
maTuku. BonbwmHctBo OPMMI MaHudbecTMpyeT BO B3pOC-
JIOM BO3pacTe.

K HacTosLwemMy BpeMeHn 0nmMcaHo LLECTb OCHOBHbIX MEHe-
Tnyeckux sapuaHTos OPIMNMU, ans KOTOpbIX MAEHTUGULMPO-
BaHbl FeHbl, OTBETCTBEHHbIE 32 X BO3HUKHOBEHME [3-9]. Onu-
TeNbHOE BPEMS CHUATASNIOCh, YTO BOMLLUMHCTBO ayTOCOMHO-[0-
MUHaHTHbIX cnydaeB OPIM/, 06ycnoBneHo MyTaLmsaMuy B reHe
PABPN1 Ha xpomocome 14q11.2-g13 [10]. MpoaykTtom reHa
SIBNSIETCS BbICOKOKOHCEPBATUBHbIA A4EPHbI GEN0K, KOTOPbIN
yyacTtByeT B nonvageHunmposanum MPHK [4]. OcHoBHOW TUN
MyTauuii B 3TOM reHe — KOPOTKas 3KCNaHCKs TPUHYKNEOoTMA-
Horo nosTopa GCG, KoaMpyOLLErO NOANANaHNHOBbLINA Y4acToOK
6enka. B nocnegHue roabl MAEHTUGULMPOBAHO eLLEe HECKOb-
KO reHeTUYeCKMX BapraHTOB N30IMPOBAHHON MM COYETAHHOW

Meanko-reHeTnyecknii Hay4Hbln ueHTp PAMH, Mocksa.
EneHa JleoHnpoBHa [lapanu — npodeccop, Bed. Hayy.
COTP. HAy4YHO-KOHCYNbTATMBHOIO OTAENA.

UWHHa BaneHTuHoBHa LlUlapkoBa - KaHA. Men. Hayk,
CT. Hay4. COTP. 1abopaTopun reHeTUHEeCKOn SNMAEMMOIO-
.

MonuHa leoprueBHa LibiraHkoBa — Hay4. coTp. nabopato-
pUM HacneacTBEeHHbIX 6one3Hen o0bMeHa.

Haunsa MaHcypoBHa ManeeBa — Hay4. coTp. nabopaTopun
AOHK-gnarHocTumkn.

ExkaTtepuHa lOpbeBHa 3axapoBa — kaHA. Men. Hayk, 3aB.
nabopaTtopueli HacneaCTBEHHbIX 601e3HeNn 0OMeHa.
AnekcaHap Bnapumuposuuy MNonsikos — npodeccop, 3aB.
nabopatopuen JHK-amnarHocTunku.
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O®rNM/I, ¢ ayToCOMHO-AOMMHAHTHBIM 1 ayTOCOMHO-PeLec-
CVBHbIM TUMamMu HACNEAOBaHUS U NOEHTUOUUMPOBAHO NATh
reHoB (POLG1, POLG2, TWINKLE, RRM2B, ANT1), oTBeTCT-
BEHHbIX 32 MX BO3HMKHOBEHME [9, 11-16]. OTn reHbl koampyoT
6enku, yyacTaywoLme B 6uoreHese mutoxoHapuanbHon JHK
(MTOHK), yrHeTeHvne ux QyHKUMM MPUBOAMT K HapyLUEHUIO
penavkaumn MTOHK n, kak cnencrteve, K BO3HWKHOBEHMUIO
MHOXECTBEHHbIX €€ AeNeunii 1 COKPALLEHMIO KONUIAHOCTK [5,
7-9, 14, 15].

BhipaxeHHas reHeTudeckas reteporeHHocts OPMMU co-
30aeT 3HauUMTEeNbHbIE NPOBeMbl NPV NPOBEAEHNN MeaMKO-Te-
HETNYECKOro KOHCYNbTMPOBAHUS OTAOLLEHHbIX Cemen. Hamum
MoJly4eH nepB.blii B CTpaHe onbIT avardoctukun OPNMA, v ue-
Nbl0 HacTosILel paboTbl ObII0 CO34aHNe COOTBETCTBYHOLLMX
anropuTMoB Ha OCHOBE aHanu3a KAMHWYECKMX MPOSIBAEHUI
9Tux 3aboneBaHunii, 0OYCNOBNEHHbLIX MyTaUMSIMU B reHax
PABPN1 n POLG1, a Takxe mytaumein m.3243A>G B MuTO-
XOHAPWabHOM reHOME.

[ns [eMoHCTpaumm reHeTUYeCKON reTepOreHHOCTN U KNn-
Huyeckoro nonumopoduama OPIMM/, npuBoaMM onmcaHue He-
CKOJIbKMX MALMEHTOB C MyTaUMSIMU B TECTMPYEMbIX rFEeHax
an0epHon U mutoxoHapuansHom JHK.

BonbHag A. ocMOTpeHa B BO3pacTe 57 neT no noBoay xa-
no6 Ha onyLeHne BEK 1 NonepxmBaHue Npu eae, KOTopble Nno-
aBuUAMCh B 35-neTHem Bo3pacte. O6BbEKTUBHO BbISIBNIEHbI MTO3
BepxHux Bek lI-Ill ctenenun, HapyxHas 1 BHYTPeHHSs odTanb-
monnerusi, AMc@oHMs, cnabocTb XeBaTENbHON 1 MUMUYECKOIA
MYCKynaTypbl, PE3KOe CHUXEHVE HEBHOMO 1 MOTOYHOrO pe-
dnekcoB. O6bEM ABUXKEHUI N CUNa B AUCTANbHBIX U MPOKCU-
MasnbHbIX MbILILLAX KOHEYHOCTEW HE M3MEHEHBI. PaccTpoincTs
KOOPAMHALMMN 1 YyBCTBUTENBHOCTU HE BbISIBNEHO. AKTUBHOCTb
kpeaTuHdocdokunHasbl (KPK) 6bina He3HAUUTENIbHO MOBBILLIE-
Ha (oo 350 EA/n). Mpw anektpomMuorpadmm y naumeHTkn, Kak
1y apyrmx 60nbHbIX 3TON rpynnbl, HaBMAANNCH NPU3HAKK,
XapakTepHble 4SS NEPBUYHO-MbILLEYHOMO MOPAKEHUS: CHIXE-
HVWe amnanTyapl M-0TBETa, yBENMYEHME KONM4ecTBa Monu-
da3HbIX NOTEHUMAN0B OENCTBUA ABUraTeNbHbIX eannnL, (AE) n
konunyectea [E. B pesynbrate nposegeHHoro AHK-aHanmsa y
60nbHO 0BHapyxeHa MaxopHas MyTaums B reHe PABPNT -
yBenuyeHune yucna konuii GCG-noBTOPOB 10 9 B OAHOM U3 an-
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nenen reHa. CxogHas cumnTomaTvka OoTMeyYanachb y otua 1
26-netHet foyepu npobaHaa. Takum 06pa3oM, AaHHbIe re-
Heanornyeckoro M MOJIEKYNSIPHO-TEHETUYECKOro aHanmaa
MO3BOSIMAIN KOHCTATMPOBATb ayTOCOMHO-AOMUHAHTHBIA TUM
HacnefoBaHus.

Mop, Hawmm HabnAEHNEM HAXOAUANCH Takke Tpoe 60/b-
HbIX 13 HEPOACTBEHHbIX CeMeN (2 XEHLWMHbl 1 1 MyXyMHa B
Bo3pacte 53, 45 1 36 neT COOTBETCTBEHHO) C KIMHUYECKUMMN
nposieneHuamy OPMNM[, o6ycnoBneHHbIMU MyTauUsMU B
reHe POLG1. B oByx cnyyasx oTMeyanach cerperauus 3a6o-
NeBaHNS B HECKOJbKMX MOKONEHUSIX, @ B OLHOM MauMeHT Obin
€[IMHCTBEHHbLIM 60NbHBIM B CeMbe. [epBble Npu3Hakm 3abone-
BaHMs OblIN CXOLHbI Y HabnoaaemMblx Hamu NpobaHaoB: BO3-
HMKann B Bo3pacTHoM uHTepsane ot 30 go 35 net un xapakre-
pPU30BaNINCb HAPYXHON M BHYTPEHHEN odTanbmMonnerven, K
KOTOpOV N0 Mepe NpPorpeccupoBaHns 3aboneBaHns npucoe-
OVHSANCb CUMMTOMbI MOPXEHUS MbILLL, FOTKMA B BUAE AUC-
darum n ondaptpumn. Cnycta 2-3 roga 60/bHbIE HAYMHANN OT-
MeyaTb CnabocTb ¥ rMNOTPOGUIO MbILLL, MPOKCUMANbHBIX OT-
[LENOB BEPXHUX KOHEYHOCTEN 1 NneyveBoro nosca. Mpu oobek-
TMBHOM OCMOTpPe Yy BCex obcneayembix B KIAVHUYECKOM
KapTUHE LOMWHMPOBANN CUMMNTOMbI OKYyNOoQapuHreansHow
MUOMNATUM B COYETAHUN C CYXOXWUNbHOW runopednekcuen mn
CEHCUTUBHO-MO3XEYKOBOM aTakCuen.

Oco0blIli MHTEPEC NPeACTaBNSET CNyyan 22-neTHel nauu-
eHTku C., KoTopas npenbsBasna xanobbl Ha TPYAHOCTM NpK
rMOTaHUN MULLKM, ONyLEHWE BeK, CnaboCTb W MOBbILLEHHYIO
MbILLEYHYIO YTOMJISEMOCTb NMPU HE3HAYUTENBHON GU3NYECKON
Harpyske, BO3HuKLLNE B Bo3pacTe 15 net. B nocnegHue 3 ro-
[ia 6onbHasa pesko notepsnia B Macce Tena npu HopmaabHOM
nuTaHun n annetute. MNMpn 0O6bEKTVBHOM OCMOTPE BbISIBIEHA
HapyXHas 1 BHYTPEHHAS 0PTanbMONnerus, NT03 BEPXHMX BEK
I-1l cTeneHn, peskoe CHMXeHne HeBHOro M rMOTOYHOro pe-
dnekcos, Hazonanus. CnabocT MUMUYECKOW W XeBaTeSb-
HOM MyCKynaTypbl, @ Takke MPOKCUManbHbIX U OUCTaNbHbIX
OTOENOB BEPXHUX Y HUXKHUX KOHEYHOCTEN, CYXOXWUAbHOW -
nopednekcumn He BbIIBNEHO. YyBCTBUTENbHBLIX U KOOPAMHA-
TOPHbBIX PACCTPOWCTB TakXe He 0TMeYeHO. MauueHTka ¢ 3 net
HabnogaeTcs y obTansMosora no noBoAy BPOXAEHHOW MUO-
MY BLICOKOW CTEMEHU 1 MUOMUYECKOW AereHepaumm cetyar-
ku. Co cnoB 60/1bHOI, OHA He CTpaaaeT 0OMOPOYHLIMI COCTO-
SHUSIMU, TONOBHBIMU 6ONSIMK, Y HEE HMKOTAA He BbINo cyaopor
N MHCYNLTOMNOA0OHbLIX 3MM300B. YPOBEHb NakTata B KPOBU,
ONpeAEeNeHHbI NOCNEe Harpy3ky rMoKO30M, Obll NMOBLILLEH [0
2,5 mmonb/n. AktueHocTb KPK He npesbiwana HopMasbHbIX
3HayeHunin. MNpy npoBeaeHMn anekTpommuorpadmmn BbISBAEHbI
HEpPEe3KO BbIPAKEHHbIE MPU3HAKM NEPBUYHO-MbILLIEYHOMO MO-
paxeHus. Mpu JHK-aHann3e B 94epHOM reHoMe MyTauuii B
reHax PABPN1, POLG1, TWINKLE He oGHapyXeHo, a npu uc-
cnegosavmn MTOHK BbigBneHa yactas mytauma m.3243A>G B
reTeponnasMmyeckom coctosiHMm (~50% myTaHTHbIx MTAHK),
4TO MO3BOSINIO YCTAHOBUTb B A@HHOM Clly4ae MaTepUHCKUIA
TMn HacnegosaHua OPMNMA,.

Takum 06pa3oM, K HaCTOSLEMY BPEMeHW KIMHMYeckas
KapT1Ha NEPBOrO OMUCAHHOIr0 ayTOCOMHO-A0MUHAHTHOMO Ba-

priaHta OPIMNMA nocratoyHo xopoLwo ndyyeHa [1]. 3abonesa-
HWe feblTUpyeT Ha 4-5-M 0ecaTUneTum XusHu n xapakrepu-
3yeTcs coyeTaHuem aucdarmm ¢ NporpeccupyioLmM NTo30M
BEPXHUX BeK. [0 Mepe pa3BuTMs 3a60neBaHNs NaToNornyec-
KA NPOLLECC MOXET PacnpOCTPaHATLCS Ha MbILLULbI NIEYEBO-
ro 1 Ta30B0ro nosicoB. Mokasatenu aktusHocT KOK nosbiwa-
I0TCS HE3HAYUTENBHO WY HE NPEBLILIAIOT HOPMAabHbIX 3HAYe-
HWI. HecMoTpsa Ha AnuTenbHOe TeyeHne 3ab0neBaHns, Hamu
HE OTMEYEHO BOBJMIEYEHNS B MPOLIECC MPOKCUMAbHbBIX Fpymmn
MbILLUL, KOHEYHOCTEN, @ TAKXE MHOWN HEBPOJIOrMYECKON CUMMTO-
MaTurKK1, KOTOpas C pa3HOoM YaCTOTOM OTMeYanach B APYrmx no-
NynaLmsXx.

B nocnegHve rogpl YBEIMYMAOCH KOMYECTBO OMMCAHWN
M30IMPOBaHHOM unn codetaHHon OPIMMU, obycnoBneHHow
MyTaumsamum B reHe POLG1 B roMO3UrOTHOM U FETePO3nUroT-
HOM cocTosiHuM [13, 17]. Hanbonbluee KoNN4YecTBO Chyvaes,
OMNMCaHHbIX B IMTEPAType, HacnenoBannch N0 ayTOCOMHO-pe-
LLIECCMBHOMY TUMy, MaHW®ECTMPOBaNy B AETCKOM U1 IOHOLLEC-
KOM BO3pacTe 1 xapakTepu3oBanncb NporpeccupytoLLen odp-
TanbMOMerMen B CO4ETaHNM C PpacCesHHOM HEBPOJIOMMYECKOW
CYMMTOMATUKON (HEBPONATWEN, aTakCuen, An3apTpuen, Hen-
POCEHCOPHON TYrOyxOCTblO, MAPKMHCOHU3MOM, MWOKIOHYC-
anunencwueit) [6, 18-20]. na 3aboneBaHnii, HacneayLLMXcs
N0 ayTOCOMHO-AOMWHAHTHOMY TUMY, XapakTEpPHO Havyano BO
B3POC/IOM BO3PACTe U MEHbLUAs FeHepann3aums natonornye-
CKOro npotecca [8]. B psae cnyvaes pasnmuns B TAXECTU KNK-
HMYECKUX NPOSIBNEHNI YAAETCS 00bACHUTL JIoKanusaumein my-
Taumn B reHe POLG1, Hapyatowen GyHKLMIO TPeEX AOMEHOB
nonmmepasbl y | TMNa — 9K30HYKNIEA3HOr0, CBA3LIBAIOLLENO U
nonumepasHoro [13, 15, 16, 20-25].

BbisiBNeHHas HaMK yactasi MyTaums MUTOXOHAPWAbHOrO
reHoma m.3243A>G nokanm3oBanach B panoHe, KOAUPYIOLLEM
TpaHcnopTHyto PHK ansa nenumHa. JanHas ooHOHYKNeoTuaHas
3amMeHa B 00/bLIMHCTBE CNy4yaeB NPUMBOAUT K BOSHUKHOBEHUIO
cuHgpoma MELAS - mutoxoHapvanbHoi aHuedanonatum ¢
MHCYNbTONOAOOHLIMM 3nmM3odaMu 1 nakrat-aupmgosom [17].
MepBble NPOSIBNEHMS 3TOr0 CMHAPOMA 0ObIYHO OTMEYAIOTCS B
Bo3pacTe 0T 5 10 20 NeT 1 XxapakTepusyloTcs MUTPEHO3HbIMU
npucTynamm, cygoporaMmu, HapylweHnemM KOOpAMHaLMK, HEel-
POCEHCOPHON TYrOyXOCTbIO, KapavoMuonaTvei, nakrar-aum-
posom [17-19, 26, 27]. HykneotnagHaa 3ameHa m.3243A>G
o6HapyxuBaeTcs 6onee yeM y 80% OGOMbHbIX C CUHAPOMOM
MELAS [28, 29]. MpoueHT reteponnasmuv npu 3Toin MyTaumm
KOPPENUPYET C THXECTBIO KNMHUYECKUX NposiBneHunid. OgHako
y Habnoaaemoit Hamu 6OMbHON C AaHHOV MyTauuei Ha Mo-
MEHT OCMOTpPA YCTaHOBNIEH N30IMPOBaHHbIV BapuaHT ODPIMM/,
C YMEPEHHO BbIPAXEHHBIMU KIMHUYECKUMW NPOSIBAEHNSMUN 1
TEMMNOM MPOrpeccrpoBaHmns 3ab6oneBaHms.

Takum 06pa3om, pe3ynbTaThl aHaIM3a AaHHbIX aMTepary-
pbl U KJIMHUKO-FEHEeTMYecKoro obcnenoBaHns HabntoaaeMbix
Hamu 60MbHbIX NO3BOSINAN NPEAJSIOXNTL aNropPUTM AMarHoCTU-
KM KOHKPETHBbIX reHeTnyeckux BapuaHtoB OPINM[ (puc. 1, 2).
MpoBeaeHve Takol ANAarHOCTUKM He TONIbKO NMO3BOJISIET yCTa-
HOBUTbL TWUM HacnefoBaHust 3aboneBaHns, oNpeaenvTb Npo-
FHO3 €ro TEYEHUS N OCYLLECTBUTL MPODUNAKTUKY BOSHUKHOBE-
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Puc. 1. Alroput™ AMarHoCTUKM rEHETUYECKMX BapMaHTOB 13onnposaHHon ODINMA,.

HWS MOBTOPHbIX Clly4aeB 3a60/1EBAHNS B OTArOLLEHHBIX CEMbSIX,
HO ¥ OAeT BO3MOXHOCTb HAa3HA4YMTb KOPPEKTUPYIOLLYIO Tepa-
nuio. MNokasaHo, 4TO B Cly4ae MUTOXOHAPWUANBHON NaToNoruu,
00YCNOBNIEHHON MyTaUMsSMU SAEPHOA U MUTOXOHAPWABLHOM
OHK, onpeaeneHHbin TepaneBTUHecknin 3P dEKT MOXHO OXM-
[aTb OT HA3HAYEHUS1 SHEPrOTPOMHbIX M aHTUOKCUAAHTHBIX Mpe-
napaTtoB. Heobxoaym MCKMIOUUTENBHO MHAMBMAYANbHbINA NOA-
XOZ, K neyeHmio. Josbl, a Takke KoMOUHaLUMKM npenapaTos LWu-
POKO BapbUPYIOT B Pa3nnyHbIX KIMHMKaX M1pa, ogHako 60sb-
LUMHCTBO Bpayel UCMONb3YIOT PEKOMEHAALMM, PA3MELLEHHbIE
B OTKPbITOM [JOCTYMe Ha CanTe MeXAyHapOLHOro Cow3a no
MUTOXOHAPWanbHbIM 3aboneBaHnam UMDF (www.umdf.org,
pasgen “Treatments and Therapies”).

K HacTosLweMy BpemeHn naeHTdULMPOBAHO LLECTb reHe-
Tyeckmx BapuaHToB ODPIMI,. MsTb U3 HKX, KOTOPbIE 06YCNOB-
neHbl MyTaumsimMun B reHax POLG1, POLG2, TWINKLE, RRMZ2B,
ANT1 1 npnBOAAT K BO3HMKHOBEHWIO MHOXECTBEHHbIX AENELMI
B MTJHK, B 3apy0exHoin nntepaType 0603Ha4aloTCs Kak CUHA-
POMbI MPOrPeccupyoLLE HapyXHoW odTanbmonnerun (PEO
|-V Tna). OpHako y abCcoioTHOro 60MLLIMHCTBA OMUCAHHBIX B
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nuTepatype 60MbHbIX C MyTaUMSMU B 3TUX FEHax NOMUMO Ha-
PYXHOW 0TanbMONAEruy BoiIBASINCH CUMITOMbI NMOPXKEHNS
Pa3nMyYHbIX MbILLEYHBIX FPYMM, a Takke 04aroBasi HEBPOOrMye-
ckas cumntomatuka. NokasaHo, 4to ot 40 go 60% cnyyaes
cuHgpoma PEO ¢ knvHuyeckumun niposisneHusammn OPrM,
obycnoBneHo mytauusimm B reHe POLGT Ha xpomocome
15926.1 (PEO | TMna), 20-25% - mytauusamm B reHe TWINKLE
Ha xpomocome 10g24.3 (PEO Il Tuna), okono 10% — mytaums-
mu B reHe RRM2B Ha xpomocome 8g22.3 (PEO V tuna) [7, 14,
16, 30]. K HacTosILLEMY BPEMEHN OMMCAHO HECKOJIBKO CEMEN C
KNH1Yeckummn nposieneHnsmmn ODMNMI, n myTaumsmm B rexHe
ANT1 Ha xpomocome 4g35.1 (PEO Il Tuna), n ToabKo y 0aHON
60nbHOI cMnToMaTKa Oblna 06ycnoBneHa MyTauUsMu B reHe
POLG2 Ha xpomocome 17g23.1 (PEO IV Tuna) [8]. Kpome Toro,
BO3HWKHOBEHME KMHMYeckux cumntomoB ODMNMI moxeT
ObITb CBSI3aHO C MyTaLUMSIMU B CAMOM MUTOXOHAPWANIbHOM re-
HoMe (npexae Bcero B reHax MTPHK), npuBoasLymMm K BO3HMK-
HOBEHMIO MaTEPMHCKOro Tuna HacnegosaHus [31].

Kak BupgHo Ha puc. 1 u 2, nnannpys AHK-aHanus, cnepyet
B NEPBYIO 04epeb y4unTbiBaTb PACAPOCTPAHEHHOCTb NATOM0-
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Puc. 2. ANropnT™M ANarHoCTUKN FreHeTuYeckmx BapradTos ODIM/, B codeTaHny C APYrMMY CUMATOMaMM NMOPaKeHWs LEHTPpasb-

HoV HepBHOM cuctembl (OPTNMI+).

rMYecKoro NpoLecca, ypoBeHb laktaTa B KPOBY 60MBLHOMO Mo-
Clle Harpysku [/0KO301M, a Takke 4acToTy BCTPe4yaemMoCcTu
Pa3NNYHbIX FTEHETUYECKMX BAPMAHTOB U BO3PACT MaHudecTa-
unn 3abonesanus. Mpu nzonnposaHHoint OPMNMI, maHndec-
TUPYIOLLIEV BO B3POCSIOM BO3pacCTe, Ha NEPBOM aTane amarHo-
CTUKWN cnedyeT ONpefenuTb YPOBEHb lakTata B KPOBU NOCie
Harpysku rioKo30M. HopMasnbHble 3HayYeHus 3TOro nokasa-
Tens QUKTYIOT HeoOBXoAMMOCTb TeCTUPOBaHMS 3KCMaHCUK
GCG-noBTopoB B reHe PABPN1. B cnyyae 06HapyxXeHWs 3Toi
MyTaLun OUArHOCTUPYETCS KNACCUYECKMUiA BapuaHT N30Anpo-
BaHHo ODIMU. Mpw OTCYTCTBUM MyTaLWiA B yKa3aHHOM reHe
Ha creaytoLLeM aTane Haao NPOBECTU aHaNIN3 YaCTbiX MyTaLLWii
B MmTAHK. C noucka myTaumini B MUTOXOHAPWATbHOM FEHOME
cnefyeT HauMHaTbh OMArHOCTUKY FEHETUYECKOro BapuaHTa
O®MMJ, npuv NoBbILEHUM YPOBHS NlakTaTa B KPOBU GOJILHOIO.
AHanu3 gaHHbIX UTepaTypbl nokasan, YTo Havbonee 4acTo K

BO3HMKHOBEHMIO OPIM/, ¢ MaTePUHCKUM TUMOM HacnefoBa-
HUS NPUBOASAT MyTaUMW B reHax TPaHCnopTHbix PHK mMuTo-
XOHOPWUIA ONa NnenuuHa, MuumHa, anaHnHa, TMpo3nHa, NM3nHa,
nponaunHa 1 nsonenumHa. B HacTosee Bpemsi B nabopatopun
HacnencTBeHHbIX HonesHelt obmeHa BellecTB Meayko-reHe-
Tnyeckoro ueHTpa PAMH pa3spaboTtaHa MeToauka, No3BOAso-
LLIas OAHOBPEMEHHO TECTUPOBaTh 12 Hanbonee YacTbiX TOYKO-
BbIX MyTaumii MTAHK.

BoiasneHne mytaumin B MTAHK no3sonser ycTaHOBUTb
amarHo3 mutoxonapuansHoin OGMNMA. Ecav mytauum He 06-
Hapy>XeHbl, NepPexoasT K CneaytolwemMy atany — noucky Myta-
umu B reHe POLG 1 nytem cekBeHnpoBaHusi. OBHapyxXeHve My-
Tauum Npu reTepo3nuroTHOM COCTOSIHAM U MO3LHEM BO3pacTe
mMaHudecTaumn OPINMI no3BonseT ¢ BbICOKOV BEPOSTHOC-
TblO YCTQHOBWUTb @yTOCOMHO-LOMWHAHTHbLIA TUM HacneLoBa-
HWS 3ab60neBaHNs U MPOrHO3MPOBaTb YMEPEHHOE ero npo-
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rpeccuposaxmne (PEO | Tvna). B aTom cnyvae pekoMeHa0BaHO
BbINONHATL JHK-aHann3 poactBeHHMKaM 60MbHOro nepBoi
CTEMEHN POACTBA C LENbI0 ONpPefeNneHns NX reHeTU4eckoro
ctaryca. lNpw otcytcTBumM mMyTaumin B reHe POLG1T cnegyet
NnpoBOAWTbL TECTMPOBaHWE OPYrux reHoB, NPOAYKThl KOTOPbIX
Yy4acTBYIOT B MaTPU4HbIX npoueccax MTAHK.

Y 6onbHbIX ¢ MaHUdecTaumnein 3ab60eBaHNS B OHOLIECKOM
1 B3POCSIOM BO3pacTe, Npu coyeTaHnm opTansmMonierum ¢ Bo-
B/IEYEHNEM B NMPOLLECC MbILLILL NOSICOB KOHEYHOCTEN 1 CUMMTO-
MamMm1 NOPaXeHWsi LLeHTPasnbHO HepBHOM cuctembl (ODPMNMAI+)
OVarHoCTUYECKMI MOUCK CNeAyeT HAYMHATb C aHanM3a MyTaLuii
B reHe POLG1 nyTem ero cekBeHnpoBaHusi. LienecoobpasHocTb
NPOBeLEHNst CEKBEHUPOBAHUS reHa 00yCIOBIeHa OTCYTCTBUEM
B HEM XOT$S1 Obl HECKOMBKNX MAXOPHbIX MyTauumii. AHann3 faH-
HbIX IUTEPaTYPbl NOKa3an, 4To K HACTOALLEMY BPEMEHM Onunca-
Ho 6onee 150 myTauwii B 3TOM reHe, OAHAKO JMLLb 0AHA U3 HIX,
Ala467Thr, aBnsieTcs 4acToil U 0BHAPYXXMBAETCS B CPEAHEM Y
1/3 60nbHbIX. OCTaNbHbIE BCTPEYAIOTCSA C Pa3fIMYHOM YaCTOTOM,
He npesbiwatowein 9% [32]. Mpu OTCYTCTBUM MyTaLMiA B 3TOM
reHe AMarHOCTUHECKMIA NOUCK NPOAOMKAETCS NyTEM CEKBEHU-
poBaHus reHa TWINKLE. Mpy oGHapyXeHUn MyTaumii B 3TOM
reHe amarHoctupyetcs PEO Il tuna. Ecnu mytauuii B reHe
TWINKLE He 06HapyxeHo, TO Ha cnefytoLem aTtane Lenecoob-
pa3Ho NpoBOAUTbL aHanM3 12 yacTbix myTaumin MTAHK. Mpn oT-
CYTCTBMM MyTaUM B TECTUPYEMbIX FEHAX MOXHO NPOJOKaTh
nomuck MyTauuu nocnepoBaTenibHo B reHax RRM2B, ANT1 n
POLG2, opHako B Halei ctpaHe AHK-onarHocTuka obycnos-
JIEHHbIX UMW FEHETUYECKMX BAPUAHTOB HE NMPOBOAUTCS.
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