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Menauku Bcero Mupa KOHCTaTHPYIOT OOIIIeTI-
JIAHETApPHYI0 TEHJEHIMIO - POCT YUCTIA PEAKUX
OonesHeil. CrienuaancThl CBS3BIBAIOT HAOIIO-
JaeMo€ SIBJICHUE KaK C YJIY4IIeHHEM JIUarHocC-
TUKHU, TaK U C YXyIIIEHUEM 3KOJIOTUYECKOI
00CTaHOBKH, MPOBOLIMPYIOIIEH BOZHUKHOBEHHE
HOBBIX MyTallui B reHax 4yenoseka [ 14]. UmeHnHo
3THM 00YyCIIOBIIEHO MOSBIICHHE B KOHIIE XX Beka
HOBOM IMapaurMbl MeTUITHBI - "4P" (predictive,
personalized, preventive, participatory medicine) u
HOBOI MoJienH 3paBooxpaHeHus. OCHOBa 3TO-
'O HaMpaBJICHUS - MALMEHT C KOHKPETHBIM HENTy-
TOM, IIPUYEM KITFOYEBBIMU OHATHSIMH SIBIISIOTCS
"penkas Oosie3Hn" (rare disease) u JIEKapCTBO-
cupota (orphan drug) [37].

Cpenu MHOXXECTBa pelKux 3a00JeBaHUI
0ocob0e MEecTO 3aHMMAIOT MaTOJOTUYECKUE
COCTOSIHUSI, BBI3BAHHBIC MOBPEKIACHUIMH
MUTOXOHApUH [35, 36].

Eme B 1850 rony Kelliker BmepBbie
HaOIIoan 3TU OPraHOU[bl B BHUJAE TpaHyl B
MBIIIEYHBIX KieTKaX. [To3auaee B 1898 romy O6bu10
JI0Ka3aHO, YTO OHU UTPAIOT BaXXHYIO POJIb B
OKHUCJTMTEIIbHO-BOCCTAHOBUTEIHHBIX IIPOIIECCax
1 k1eTouHoM aeixanuu [9,13]. B 60-e roasr XX
BeKa ObUIH OOHAPYKEHBI MUTOXOHIPHAITBHBIN
renom u mutoxonipuanibHas JJHK (Mt 1HK) [6],
KOTOpasi crmocoOHa TpaHCKpUOUPOBATHCS C
nociueaywumen Tpancasauuei [13]. duno-
TeHEeTUYECKUI aHalIU3 CBUIETENBCTBYET O TOM,
YTO JJaHHBIE OpPTraHesIbl ObUTM MHOTHE THICAYU
JIET Ha3aJ] CaMOCTOSTEIbHBIMU OakTepusamu (|-
MPOTOOAKTEPUSIMHU ), KOTOPBHIE TIO3THEE BCTYTIAIN
B CUMOMO03 C IPYTHUMH KJIETKAMU; UX CBSI3b CTajla
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HEpa3pbIBHOM, UTO MPUBEJIO K BOSHUKHOBEHHIO
COBPEMEHHBIX 3YKapHOTHYECKHUX KIIETOK [5, 15].

[TpakTHuecku Kaxkaoe Takoe oOpa3oBaHUe
BKJIIOYAE€T COTHU U THICSIYA MUTOXOHIPHH,
KoTopsle copepxar no 2 -10 xkonuit MT/ITHK pas-
mepom 10 70 uMm [15, 16, 24]. Ha nomro nanHOTO
HOJIMHYKJIEO0TUAa, 0003HaYaeMoro 25-0i XxpoMo-
COMOI1, mpuXoauTcs A0 5% OT 00IIero KOJYecCT-
Ba JIHK knetku [15]. B nepBuunyto cTpyKTYypy
JBOWHOW HHUTH BXOIHMT 16569 map MOHOHYK-
neotuaoB. Tak kak 00e 1enu pa3IuyaroTcs 1o
coniepkanuto afgeHnna (A) u ryanusa (G), orcro-
Jla paBHOBECHOE YIbTpaleHTpudyrupoBanue
MI03BOJISIET UX pa3AeuTh Ha Tshkenyto (H- heavy)
u nerkywo (L- light) nenu [15]. Bropuunas
CTPYKTYpa - XOPOILIO CIIHUpaTU30BaHHOE 00pa3o-
BaHUE. TpeTuyHas - NpeaCTaBIseT KOJIbLIEBOU
TYTUIEKC, T.€. KOHIIbI CTBOEHHON HUTHU COMMIKEHBI
1 KOBQJIEHTHO COEIMHEHBbl MEX]y co00il U ¢
OTHOCHUTEJILHO MaJIbIM drciioM OenkoB [15, 16].

MT/IHK conepxxut 37 reHoB, NpoayKThl
KOTOPBIX Y4YacCTBYIOT B IPOLIECCE BBIIEICHUS
SHEPTUU B JIEKTPOHHO-TPAHCIIOPTHOU LIETH,
pacmonararoiielicsi BO BHyTpeHHEel MmeMOpaHe
MHUTOXOHJIPUHM U COCTOAILEN U3 5 CONPSIKEHHO
GYHKIIUOHUPYIOMUX (PEepMEHTHBIX KOMII-
nekcos [12] (Tabi.).

CeMb cyOBbeIUHHUIL, BXOAAIINUE B cocTaB |
KOMILIeKca, onHa - III-ro, Tpu - [V-ro u nse V
KOMIUIeKcoB, 3amudposanbl B MTAHK (puc.)
[8, 12, 15]. 93% noJMHYKICOTUIHON TeNHn
JUIIEHO UHTpPOHOB [4, 6, 12, 16, 22].
Ocranpaple 70 MOIMIIENTUIOB, BKIIOUCHHEIC
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Tabnuna

CTpyKTypHO-QYHKIIMOHATBHAS XapaKTEPUCTHUKA KOMIUIICKCOB
IbIXaTeabHoM nemu [6,16]

Kowmmexce

CocraB

OyHKIUSA

I
(HAJIH - xooH3uM Q- pemykrasa)

25-28 monumnenTuaoB, 7 U3 KOTOPBIX
xoaupyrorest Mt/ IH

Tpancnopr anexrponos ot HAJIH “H*-
MPOAYIHPYIOIMX CYOCTPAaTOB HA YOMXUHOH

I
(CyxunHat-K03H3UM Q - penykrasa)

5 SIepHOKOUPYEMBIX MENTHA0B

ITepeHOC BOCCTaHOBHTEIBHBIX
okBuBaIeHTOB 0T GAIH, -
MPOAYLUPYIOIMX CyOCTPaTOB Ha YOUXUHOH
(xoom3um Q)

111
(Kosn3um Q - mUTOXpOM Cc-peayKrasa)

11 cyosequunn, 1 kogupyercs mt JIH

TpaHncnopT AJEKTPOHOB OT
BOCCTAHOBJICHHOTO YOUXHHOHA

OxoHYaTeNbHBIN JTaN Mepeiadu IeKT-

(AT®- cunTeTa3a) wr/TH

v [uTtoxpomsl a, a3 1 13 NPOTEHMHOBBIX | POHOB OT BOCCTAaHOBJIEHHOI'O LIUTOXPOMA C
CYOBEMHHII, TPH U3 KOTOPBIX Ha MoJekyspHblil kucinopon. [ognepxka
xoxupyrorcst MtIH AKTUBHOCTHU IIPOTOHHOIO HACcOCa.
ObecnieueHre 0OpaTHOTO TOKA IIPOTOHOB
v BO BHYTPb MHTOXOHJPHAIEHOTO MaTPUKCA,

Bce cyObeqmHHUIIBI KOAUPYIOTCS

HCIIOJIb30BaHUE OCBOOOIUBIICHCS YHEPTHH
Ha cuHTe3 ATD

I'enst pPHK  JT-nieyna

T'ennbl kommiekea I

I'ensr xommnekca IV

Tenr1 TPHK

T'enn kommekca I11

Tennl kommiekca |

Ienbl koMiuiexca IV

T'ens1 kommiekca V

Puc. Yopouiennas kapra-cxema MT/IHK denoBeka ¢ ykazanuem
MOJI0XKEeHus TeHOoB [12, 15]

B KOMILJIEKCBI, KOAUPYIOTCS SII€PHBIMU T€HAMH,
TPAHCIIOPTUPYIOTCA B MUTOXOHJIPUM U B HUX
byHKUHOHUPYIOT [6, 15, 16].

Mounekynsl MTHK, nomumo 13 crpykryp-
HBIX T€HOB [2, 25], conepxat rersl 22 TPHK u 2
pPHK, npuHuMaromux y4actue B CHHTE3€ IIPO-
TEUHOB opraHes1 [15], UMerT peryiasTopHbIe
II0CJIEZI0BAaTENIbHOCTH, KOTOPBIE pacIoaratTcs
B HEKOJMPYIOIIEM (KOHTpOIbHOM) peruone (KP)
NpOTS)KEHHOCThIO 1122 mapbl MOHOHYK-
neotunoB [15]. B KP pa3meriiensl mpoMoTOpbl
migs H u L neneii, a Takyke TOYKHA MHUAITAAITAN
perukanuu Tskenoit uenu [7, 15]. B cocrase
KOHTPOJILHOTO paiioHa peructpupyercs D-netmist

(displacement loop) [15] - TpexuemoyeyHsbIit
y4acTok JyinHoM 710 map MOHOHYKJICOTHIOB [ 12,
15], obnanarouuii TuNEpBapuadeTbHOCTHIO
HYKJIEMHOBBIX IIOCJIEIOBATEIBHOCTEH [ 7]: BBICO-
KOCTPYKTYpPHUPOBAaHHBIN YYaCTOK, BKIIFOUAOIIIHIA
KOHCEpBAaTHUBHYIO LIeHTpajbHYy0 001acTh (CCR,
i nomed 1) u nBe nepudeprueckue odractu
(L - light, mmu CG - 6oratsiit tomeH u R - right,
umn AT - Goratseiii peruon). CCR mposiBisieT
BBICOKYIO TOMOJIOTHIO BCJIEJICTBHE CBOCH (DYHK-
MOHAJIbHOW 3HAYUMOCTH U CUJIbHBIX OI'PaHU-
YeHuI pu oTOOope, a nepudeprudeckue 00IacTi
XapaKTepU3yI0TCs BEICOKON CKOPOCTHIO HYKJIEHU-
HOBBIX 3aMCH U H3MCHECHUSIMH YU CIa Ko [ 7].

135



9HU 3adaiikanbckuii MeIUUHHCKHH BECTHHK

Ne 1/2011

Pemmukanus mt/IHK ocymecTBasercs ¢
nomoibio MTIHK-nmonumepassr [1(Twinkle -
xenukasel) [15], koTopas COCTOUT U3 JIBYX
CyObeMHMUI]: KaTAJIUTUYECKONW, KOAUPYEMOH
reaoM POLGI, u nonoJHUTENbHOH, 3ammmd-
posannoi B POLG2 [3, 11, 20].

HecmoTtps na aBronomuocts MTIHK, st
ee (YHKIIMOHMUPOBAHUS HEOOXOMUMBI OCIIKH,
KOOUpyeMbIe siaepHBIM TeHoMOoM (38);
CUHTE3UPOBAHHBIC B IUTOIIA3ME MPOTECUHBI
TPAHCHOPTUPYIOTCS B MUTOXOHAPHHU, TIE
akTuBHO pabortarT [24]. CuHTe3 rema,
MOYEBUHBI, [IUKJ TPUKAPOOHOBBIX KUCIIOT, [ -
OKMCJIEHHE JKUPHBIX KUCIIOT, OKUCIUTEIHHOE
NeKapOOKCHIMPOBAHNE TUPYBATa, PETYISIIUS
amomnTo3a - O3TU JOKaJlu30BaHHbBIE B
MHTOXOH/IPHSIX MPOLIECCHI OCYIIECTBIISIOTCS C
y4JacTueMm OeJIKOB, 3aKOJUPOBAHHBIX B IreHax
saneproit JJHK [15, 16, 29]. Takum o6pazom,
GYHKUMHU MUTOXOHIpPHUNA obecrneynBaroTCs
COBMECTHBIM JIEUCTBHEM MUTOXOHIPHUAIBHBIX
U JepHBIX TeHOB ("MUTOXOHIpUATIbHBIE
rensl"). K Hum otHocst u POLGI [11, 18, 20,
28], kogupyroumii MuUToXoHIpuansuyto JJHK-
nojauMmepasy, Koropass objanaer U moiauMe-
pa3HOM, M SHAOHYKJIEa3HON aKTUBHOCTBIO, ClIe-
JOBaTEJIbHO Y4YacTBYET B Ipolieccax peruiu-
kauuu u penapauuu MTIHK [11, 18, 20, 33].

Kpome Toro reHombI BHICILIUX OPTraHU3MOB
colepKaT HeTPaHCKPUOUpYyeMble OOBIYHO
nocnenoBatenbHOCTH - Ayonukatel MTHK
(mazBanbl NUMT - nceBnorensl) [10, 22, 23];
UX OJJHO- U JIBYX LI€[I0YE€UHbIE MOJIEKYJIbI (He-
3aBUCHMO OT pa3Mepa, MEMOpPaHHOTO MOTEH-
uaga) MOryT UMIOPTHUPOBATHCS B MUTOXOH/I-
puH, rae CrnocoOHB penIUuLUpPOBaTHCA,
TpaHckpubuposarbcs [13, 31]. OOHapyxeHo
u oOpaTHOE ABJEHHUE - MEPEHOC MOAOOHBIX
¢parmentoB MTAHK B siap0 [22]. Ux BBIXOJ
yale CBsA3aH C MOBPEKJAEHUEM MHUTOXOH/]-
pUanbHBIX MEMOpaH, a BKIIOUYEHHE MPOUCXO-
JUT B TIpoOLEcce pernapanuu JBYXHUTEBBIX
paspeiBoB anepHod JJHK, xortopeie moryt
BO3HHUKATh YHJIOTEHHO WJIU TOJ BIUSHHEM
9K30TEHHBIX areHToB [26, 32, 34, 40].

[Ipu BOBHUKHOBEHUH AaHOMAJIUH B 3BEHBSIX
MT/IHK, ncnonp3yercs nHIyKIus KOMIIEHCA-
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topHoro cunte3a MT/IHK u akTuBanus 6uore-
HE3a MUTOXOHAPHUH, KOTOPBIE PETYIUPYIOTCS
IpYNION A1epHbIX TeHOoB [1].

HccnenoBanus reHoMa JaHHBIX OpTaHeIll
BBISIBUJIM €T0 COBEPIICHHO yYHHUKAaJIbHBIE
cnocobnoctu. IlepBoe mokupylomee
coobmenue npunuio 6onee 30 et Hazad, Koraa
Ob1710 0OHAPYKEHO, UTO B HUX HEPEIIKU OTKJIIO-
HEHHSI OT YHHUBEPCAJIbHOTO F'€HETUYECKOTO
koga. B mocnemuue roasl onucaHbel 16 ero
BapuanToB [21, 30]. Haubosee gacto crTom-
KOJIOHBI MCIOJB3YIOTCS Ui KOJUPOBAHUS
OTIpE/ICJICHHBIX aMHUHOKHUCIOTHBIX OCTAaTKOB
[8]. B TO 5xe BpeMsl B MUTOXOHJPUSX YEIOBEKA
apruauHoBble Tpumietel AGA u AGG BbI-
MOJTHSIIOT POJIb 0€CCMBICIICHHBIX KOJIOHOB [§].

Hpyroit HeoOBIYHOM YEPTOIi 3TOrO TEHOMA
ABJSETCSI 0OCOOCHHOCTh Y3HaBaHHUS aHTHKO-
nonoB TPHK: onna ee Monekyna cmocobHa
ONPEJEIUTh CPa3y YEThIPE PAa3HbIX TPUILIETA.
[Tomo6HOE CBOMCTBO YMEHBIIIAET 3HAUUMOCTh
TPEThEero MOHOHYKJIEOTHa B KOJOHE U
npuBoauT k tomy, uto TPHK Tpebyetcs
mensbltree ynciao TPHK. Beero 22 mono0OHBIX
COEJIMHEHUS 10CTAaTOYHO ISl OMO3HAHUS BCEX
TPUIUIETOB, TOT/Ia KaK B IIUTOIJIA3ME KJIETOK
HaxonsaT 6onee 60 BapuantoB TPHK [12].

Cnenyer 3aMeTUTh, YTO BCE MHUTOXOH]I-
puanTbHbIe MOTUPUOOHYKICOTHIBI TTOCTPOCHBI
HECKOJIBKO MHAaue, YeM UX LIUTOIIa3MaTHueCKIe
aHaJloTu: OHU Kopoue (He 6onee 80 MOHOHYKIIEO-
TUAOB), BropuuHyto cTpykrypy TPHK He Bcerga
MOYHO CPaBHUTH C "KjIeBepHbIM JucToM" [15].

MUTOXOHAPHUH COAEPIKAT OUEHb MAJICHBKUE
pubocomsbl (IpH yabTpaueHTpUu(yrupoBaHuu
K03 PUIMEHT CeTUMEHTAINH €]1Ba JOCTHTACT
558S). IIpu stom 6onbimue pPHK nmeroT MeHb-
M€ pa3Mepsl, a Majble BOOOIIE OTCYTCTBYIOT.
He o0napyx)uBawTcs 1 HEKOTOpbIE OEIKOBBIE
KoMmoHeHTHl pubocom [15]. ITocnengona-
tenbHOocTH MPHK Takke ymMeHbIIeHbI 110 AJIMHE,
OHM yTPATUJIH 5 - KOHIIEBOM K3II-y4acTOK, YaCTh
nmojuaaeHuaaToro "xsocra" [15].

Takum 06pazoM, HaJTUYUE TEHETUYECKOTO
afnmapara B MUTOXOHIPHUSIX MMO3BOJSIET UM
BBITIOJTHATh MHOKECTBO (DYHKIMI, OCHOBHOM
13 KOTOPBIX SIBISIETCS OKUCTUTENbHOE pocdo-
punupoBanue. Cunre3s AT® nogoOHbIM cIo-
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coboM obecreunBaeTCs OMOXUMUYECKUMH

[IUKJIaMU KJIETOYHOTO Aabixanus [8, 16]. Kpo-

M€ TOT'0, MUTOXOHJIPHUHU CTIOCOOCTBYIOT peasu-

3aIuu TakuX (PEHOMEHOB, KakK:

1. oOpaTHas 3aBHCUMOCTH Mpoiudepannu u
g depeHIIMPOBKU KIETOK;

2. OTHOCHUTEJIBHO JIeTKas M YacTas MaJIMTHH-
3a1s SMOPHUOHAIBHBIX U CTBOJIOBBIX KIJIETOK,
COZIEp KaIX MaJIOe KOJTMIECTBO MUTOXOH IPHI;

3. peBepcHUs TaKUX KJIETOK K HOPMaJIbHOMY
benoTHITYy.

OHU PUYACTHBI K PA3IMYHBIM KICTOYHBIM
MaTOJIOTHSIM, B YaCTHOCTHU - K BO3PACTHBIM
(aTepockieposy, THIIEPTOHUYECKON O0e3HH,
caxapHoMy uabeTty, boneznu Anbireiimepa) [9],
YTO 3HAYUTEIHHO TOBBIIIAET UHTEPEC K KIaccy
HacJeJACTBCHHBIX 3a00JIeBaHUI YeJIOBEKa,
00yCIIOBICHHBIX OMOXUMHUYECKUMU JTePeKTaMu
B CUCTEME OKUCITUTETBHOTO hochOoprIupoBaHUst
[9,17,19, 31, 39].
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