MuTtoxoHpHanbHBIM TEHOM YeI0oBeKa MPEACTaBIeH KOMIIAKTHON KoubleBoi Mosekynoi IHK pasmepom okosno 16,5
TBIC. IIAP HYKJICOTH/IOB, TIOCIIEIOBATEILHOCTD KOTOPBIX ITOJHOCTBIO paciuudposana [1].

OOpartaer Ha ce0sl BHUMaHKHE TOT (aKT, YTO B KIIMHUYECKUX IPOSIBICHUSX MHOTMX MHTOXOHAPHAIILHBIX 00JIe3Hen
HPUCYTCTBYET MOPAKEHUE CEPILA - KAPAUOMHUOIATHSL.

M. Derbrinski et al. [2] mokazamm, 4TO XpOHMYECKash HEAOCTATOUYHOCTh JHEPTUM (B TKAaHAX CepAlla M MO3ra)
acCOLMUpPYETCsl C HAKOIUICHHEM IeHeTHYecKux mnoBpexxaeHud B mutoxoHapuansbHoi JJHK (MTJHK), a umeHHO B TkaHM
cepiua y OONBHBIX ¢ XPOHMYECKOM MMITOKCHEH M Kap/IHOMHOIIATHSIMY 110 CPABHEHHIO C KOHTPOJILHO IPyNITOi ¢ BO3pacToM
YBEJIMUMBAETCSI YacToTa Jenenuu pazmepoM 4997 map ocHOBaHUM Mex 1y noBTopamu B 13 map ocHoBanuii u renamu ATO-
aspl ¥ NDs.

HurepecHo uccnenoBaHue, Takke MOATBEpXKIArOIIee BO3MOXKHOe yuacTue Hapymenuid MT/IHK B pa3Butuu matonoru-
YECKUX COCTOSIHUM CEepAEdHO-COCYqUCTOl cucreMbl. M3ydanuch yactora Aenenuii B MUTOXOHAPHAIBHOM TE€HOME Yy
3JI0POBBIX JIMIl Pa3HOrO BO3pacTa M OOJBHBIX ¢ KOpoHapockiepo3oM [3]. Bbuio oTMedeHo, 4To Jejenuy B OTHAEIBHBIX
paiionax MT/IHK y GOJBEHBIX KOPOHApPOCKIEPO30M peructpupytorcs B 7-200 pa3 yaime, 4eM y 3I0pPOBBIX JIMI] TOTO e
BO3pacTa.

B pesymbrare 6ombimoit nenerun MT/IHK (o 7 K6) HabmromaeTcss CHIKEHNE aKTUBHOCTH (PePMEHTOB KOMILUIEKCOB I,
III u IV muroxouapuii. B pesynprate 3Toro passuBaercst cuaapoM KepHca-Ceiipa - MyJabTHCHCTEMHOE 3a00JIeBaHNE,
KIIMHIYECKU XapaKTepU3yIOIIeecs pa3BUTHEM XPOHUIECKOH Hapy KHOH 0(pTaIbMOILTEruH, HapyIIeHHEM CEpASIHOTO PHT-
Ma, TUTMEHTHOM JIereHeparyeii ceTdaTku [4].

Psin uccnenoBateneit oneHwT MyTauy ¥ oJmMopdu3M MutoxoHapuanbaor JIHYK y GONbHBIX ¢ AMIATAIIMOHHON
KapauoMuonarue [5,6, 7].

W mockoibKy McciejoBaHme pecTpUKIOHHOTO momMopdmma MT/IHK y GoNBHBIX ¢ HANOMATHIECKUMI HapyIICHISIMHA
cepaeunoit mpooaumoctr (HCIIT) panee He MPOBOAMIOCH, HAM MTOKA3aJIach MHTEPECHOM 3Ta 001aCTh UCCIICIOBAHUH.

Leap HACTOAIIET0 HCCAeJOBAHUS: aHAIN3 ACCOITHANINI HAMOTIATHYESCKAX HAPYIIICHUHA CePIeTHOH MMPOBOIIMOCTH
C TTOIMMOP(PHU3MOM MUTOXOHPHUAIEHOTO TEHOMA.

Marepuajibl 1 MeTOIbI.

TIpoBeneno cemeiiHoe obcnenoBanne 316 mpodaHnoB, MMeronwx pazmaabie BapuanTel HCIT, n 1020 ux poactennamnkos I, I,
III crenenn pozctsa (ocHoBHas rpyrma). [lepsast momrpymma - 310 158 poOGaHIoB ¢ aTpHOBEHTPUKYISIPHEIME OJokanamu (ABB)
pazimaHoOi crenenu U 518 ux poncTBeHHHKOB. BTopas noarpyrma Briouasna B cedst SO npobaHIoB ¢ MoHON OMoKazoi mpaBoi
HoxkH 1ydka Puca (ITBITHII) u 161 nx poncreennuk Tperwst noarpymma - 108 npoOaHmoB ¢ MoiHoM OJIOKazoi JIeBOH HOMXKKH
nyuka Puca (ITBJIHIIT) u Grokanoii ieBoit nepeaneid Bersu myuka ['nca (BJITIBIIT) u 152 ux poxcreeHHnka. KoHtponbsHast rpymma
cocrostia 3 104 mpobGaHIOB 03 KIMHUKO-3JIEKTPOKapAHorpauueckux TMposBieHni 3aboneBanust cepaua v 321 wux
ponctBeHHHK Bcem  oOciemyembM  NpOBOJMIIACH — 3JIEKTpOKapauorpadus, arponuHoBas 1poda, DXOKapAMOCKOINWS,
ANEKTPOPHU3UOTIOTHICCKOE MCCIICIOBAHNC; YacTH OOJIBLHBIM, TIPH HeBO3MOKHOCTH Beprdrimposats HCII no nosepxHocTHOM DKT,
UCCIIeJOBaHNE 3JIEKTPOrpaMMbl Myuka ['mca; 1 MCKIIIOUeHUs] BTOPHYHOM MATOJOTMU B AMArHOCTUYECKH HESICHBIX CIIydasx -
KopoHaporpadus 1 CHUHTUTpAUs MUOKAP/A.

MarepuanoM Juisi TeHETHYECKOTO UCCIIeIOBaHMS MOCIyXuiia ToTaibHast reHomHas JIHK vactu OONBHBIX ¢ pa3iauyHbIMA
BapuantamMu HCII w s xontpomsnod rpynmel. JIHK Beimensuin n3 numdouuroB nepudepuyeckoil KpoBU 110
cTaHaapTHOW Meronuke. AHaim3 noauMopdmsma rera AII® nposoawmu [TI[P-meTomoM ¢ MCTONb30BaHUEM TpaiMepoB,
CHUHTE3UPOBAHHBIX TPYIION CHHTE3a U CUKBeHCA HyKJIeMHOBBIX kucioT HUU menunmnckoit reneTkun TOMCKOTo HAy4HOTO
neaTpa CO PAMH. CraTucTH4ecKuii aHaJT|3 TIOTYYeHHBIX TaHHBIX TPOBOJIMIIN C TIOMOIIBIO KPUTEPHS V).

Pe3yabTaThl Hecae 0BaHUS.

BrisiBieHa  B3aMMOCBSI3b MEXIY NOIMMOP(GHBIME JIOKYCa-MH MHTOXOHIPHATGHOTO TEHOMAa C HIAMOTIATHYCCKIMHU
HapyIICHUSAMHU CepACIHON MPOBOAMMOCTH. M3 IEBATH MOTEHIMAIBHO TTOIMMOPGHBIX caiiTtoB pectpukiwn B D-nietiie mtIHK
nomuMopdu3M ObUT OOHapy)KEH TOJBKO MO TATH. JIaHHBIE O YacTOTaX BapHUaHTOB CAHTOB PECTPHKIMHU Y OOJBHBIX C
HIMOTIATHICCKUMH HApYIICHUAMH CEeplIeIHON TIPOBOANMOCTH U B KOHTPOJIGHOU TPyYTITIE TIPHBEACHHI B Ta0mmIe 1.

CpaBHeHme 4YacToT caitoB pectpukipi D-metnun MTJIHK B Tpymnme OONBHBIX ¢ WAMONIATUMECKUMH HapyIICHUSMH
CEepICTHOM TIPOBOJAUMOCTH M B KOHTPOJIE BBISIBHIIO IOCTOBEPHOE TIOBBIIIIEHNE YacTOTHI cavita Hae I116517 B rpytire OOIbHBIX
(P = 0,0480). Paznenenre Tpymimbl OOJMBHBIX IO JIOKATHA3AIMN OJIOKabI (aTpHOBEHTPUKYIISIPHBIE ¥ BHYTPHIKETYIOUYKOBBIC)
MOKA3aJI0, YTO MOBBIIICHHE YaCTOTBI 3TOTO caidTa 00Jiee BBIPAXKEHO B TPYIIIE OOJBHBIX C ATPHOBCHTPHUKYISPHBIMU OJIOKaIaAMH,
rue oHa cocraBmwia 86,36%. YpoBeHb 3HAUMMOCTH TP cpaBHeHHU ¢ KoHTpoieM - 0,0059- Takum oOpa3om, UMeET MECTO
accorpanust Bapuanra «+» 1o caidty Haelll 16517 mt/IHK ¢ HapymeHusMu cepaedHoi TpoBOJUMOCTH, OoJiee BBIpaKeHHAs
B CJTy4ac aTPUOBCHTPHKYJISPHBIX OJIOKAI.

Bomnpoc o ¢pynkunonansHoit 3HaunMocTy nosmMopusma o caiiry pecrpukimu Haelll 16517 TpeOyer cnienuaibHOTO
obcyxaenus. C OJHOM CTOPOHBI, OH PACIONIOKEH B Hekoaupyromer odnactu MTIHK u mosTomy He CBsi3aH ¢ 3aMEHOM
aMHHOKHCIIOTHI B Oenke. C mpyroii croponsl, D-netis MT/IHK conepkuT perysisiTopHbIC 3JIEMEHTBI M U3MCHCHHS WX
HYKJIEOTUIHOHN MOCIEeA0BATEIbHOCTH, ONPEACISIONIECH BTOPUUHYIO CTPYKTYPY 3TOTO YHaCTKa, NPEANOIOKUTEILHO MOTYT



BJIMSITh HA WHTEHCHBHOCTH peruvkaiuu u Tpanckpunuuu MTJHK, 4To B CBOIO ouepenp BO3AEHCTBYET Ha (DYHKIHIO
OKHCJIUTENBHOTO (ochopunmpoBanus, Tak kak MTIHK koxupyer cyObeanHuIb! (PepMEHTOB IbIXaTEIbHOM LenH.

Taxum 06pa3om, MOTYUIECHHYIO MMOJIOKUTEIHHYIO aCCOLMALIMIO BapUaHTa «+» [0 ATOMY CaiiTy CieayeT, BUIUMO, pac-
CMaTpuBaTh CKOpee Kak JAEHCTBUTEIbHBIN BKIIaJl 3TOrO BapHaHTa B (opmupoBanue (eHOTHIA HAPYLICHUI cepAedHON
NPOBOJIMMOCTH. AJIbTEPHAaTUBHBIM OOBSICHEHHMEM MOXKET OBITh CLEIUICHHE JTOro cairta C JeHCTBUTENBHO
(yHKIIMOHAJIBHO 3HAYMMON MyTauuei rae-nmibo B kogupytomeit yactu MT/IHK, HO 3TO MeHee BeposITHO, Tak KakK CauT
Hae III 16517 siBnsiercst runepBapuaOesIbHBIM U B HEM 4acThl 00paTHBIE MYTaLHH.

B cBmu c Ttem, yro muroxonapuanbHas JJHK He pexomOunHMpyer, a mepemaeTcs 1O MaTepUHCKOI JIMHHH,
11e7IecCO00pa3HO PACCMATPUBATH HE TOJIBLKO OTAEIbHBIC CAHTHI PECTPUKIIMHI, HO M UX KOMOWHALIMY - TaIlJIOTHIIBI, KOTOphIE
SIBJISIIOTCSI HEU3MEHHBIMH Ha MPOTSHKEHHH MHOTHX HIOKOJICHUH, a pa3yindusi MKy JIMHUSIMHU BO3HHKAIOT TOJIBKO 33 CUET
MyTanuid. B Hacrosmielr pabore KOMOMHANMK MOIMMOPGHBIX calWToB B D-meTiie omnpeneneHbl Kak MUTOTHIBI U
pPacCMOTPEHO WX paclpeAeieHHe B IPYIIe MINONATHYECKUX HApYIICHUH CepAeYHON MPOBOAMMOCTH B CPaBHEHHH C
KOHTPONbHOW rpynmoil. Ha ocHOBe kOMOMHAIMM WMCCIEAOBAaHHBIX CAaHTOB B Tpymme OOJBHBIX HANONATHYECKUMHU
HapyIICHUAMH CEpACYHON MPOBOAMMOCTH OBIIO BBIIBICHO 12 mMuroTHIOB. CTPyKTypa MHUTOTHUIOB M MX YacTOTHI B
rpynre OOJBHBIX U B KOHTPOJIE MPEICTaBICHBI B TaOIUIE 2.

B rpymnme 60nbHBIX ¢ HINONATHYECKUMH HAPYIICHUSIMH CEPACTHON MPOBOIUMOCTH MOXKHO BBIJICTUTH TP Hanboee
4acTO BCTPEYAIOIMIUXCS MHUTOTHNA: 3T0 MuTotunbl 1 (58,93%), 2 (17,86%) u 3 (10,71%). dpyrue MHTOTHIIBI
BCTPEUAIOTCS CO 3HAYUTENIBHO MEHbBINEH 9acTOTOl - 5,36% u HUXe. B KOHTPOJIBHOW TPyIIIIe OTMEUEHO JIBa OCHOBHBIX
MuToTumna: 3o MUTOTHIEI 1 (49,50%) u 2 (36,63%). Takum 00pa3oM, MOXHO 3aKJIFOUYUTh, YTO B MUTOTHUITHYECKON
CTPYKType OONIBHBIX C WAMONATHYECKUMH HAPYIICHUAMH CEPICYHOM MPOBOAMMOCTH BBIACIACTCS «OCHOBHOE SIAPO»,
MpeCTaBICHHOE TpeMs Haubosiee BeTpedaromumMucs Mutotunamu (1, 2 u 3).

Wtak, OGONBHBIM C WAMONATHYECKUMH HApPYLIEHUSMU CEpAEYHON NPOBOJMMOCTH IO CPABHEHHIO C KOHTPOJIEM
CBOMCTBEHHA BBICOKas yactora caiita pectpukunu Haelll 16517 (P = 0,0480). [ToBbIeHre 4acTOTHI 3TOTO caiita Oojee
BBIPDXXEHO B TpyINIe OOJILHBIX C aTPHOBEHTPHUKYJSIPHBIMHU Osokanamu (4actoTa caiita 86,36%), ypoBeHb 3HAYMMOCTH
IpU CpaBHEHUU ¢ KOoHTpoJeM coctaBui 0,059-

MuroTunuieckuii cocraB O0JBHBIX C MAMONATHYECKUMH HAPYIICHUSIMH CEpACYHON MPOBOANMOCTH, ONPEACIISIEMbIH
nonmmopduzmom Hekoaupytoweit oonactn MTAHK, xapakrepusyercs npeoOiagaHueM TpeX MHTOTHIIOB, CyMMapHast
JI0J1s1 KOTOPBIX cocTaBisieT 87,5%, a yacrora HanboJee paclpoCTpaHEHHOTO MUTOTHITA JOcTHTaeT 58,93%.

Oo6cy:xaenne. Takum o6pazom, m3menunBocth MTIHK npencrasisier coboii BOZMOXKHBIH 3THOJIOTHYECKUH (hakTop
HaToreHe3a MIMONAaTHYECKMX HapylleHuil cepiaeuHoi mnpoBoauMocTd. (OdYeBHAHO, YTO 3aMEHAa HYyKJIeoTHIa B
9BOJIIOLIMOHHO KOHCEpBaTUBHOM oOnactu TtpancnoptHoii PHK npuBoaur k HapylIeHHIO BTOPHYHOH CTPYKTYPHI
MmoJsekynsl. Takast TpaHcrioptHas PHK He cmocoOna HOpManbHO (yHKIMOHMPOBATh, YTO BENET K IAJCHUIO YPOBHS
CcyObeMHHLl (DEPMEHTOB JIBIXAaTENIBHOM LIENH, KOAMPYEMBIX MHTOXOHJIPHAJILHBIM T'eHOMOM. CHMXXEHHE aKTHBHOCTH
MeTaboJMYECKHX MPOLECCOB B MUTOXOHPHUSIX NPUBOAMT K MaJieHHIO pou3BoacTBa AT® 1 HapyIIeHHI0O HOPMAJIBHOTO
JHEpreTHIecKoro OanaHca Muokapaa. M3ydenue monumopduszma MTJIHK B 7aHHOM acmexTe pacHImpUT BO3MOKHOCTH
KIMHULNCTA B PaHHEH ANarHOCTHKE, a 3HAYNT, U B CBOEBPEMEHHON TEPaINH 3THX 3a00JI€BaHUMH.

Hcnonp3oBaHue reHETUYECKUX MapKepOB Ul MOBBIIIEHHS TOUHOCTH JHAarHO3a NPEACTaBIsIeTCs JOCTaTOYHO
HepCreKTHBHBIM. BMecTe ¢ TeM cuila acconmanny Mapkepa ¢ 3a00JIeBaHUEM MOXKET 3HAUUTEIIbHO BapbUPOBATH B
Pa3NMYHBIX TOMYJSILHSIX, TOATOMY IIPOCTast SKCTPAIOJISILINS ITOJyYeHHBIX 3HAYCHUI Ha pyTrHe NOMyJIsuH TpeOyeT
U3BECTHOI OCTOPOXKHOCTHU U CHELMANIBHOM MIPOBEPKH.

Ta6mumal. Pectpuknmonnsiii moauMopdusm mt/IHK y O0mbHBIX ¢
HapyIICHUSMHU CEPACYHON MPOBOJIMMOCTH M B KOHTPOJILHOM TPYIIIE

HomamopdHsiii caifr ATpHOBEHTPUKYJIAPHBIE | BHyTpHXkemy104koBbIe Bwmecte 6moxanst (N Kontpons (N =101) P
6moxamer (N = 22) 6noxazsl (N = 34) =56)
n % n % n % n °lo
EcoRV16278 2 9,10 0 0 2 3,57 4 3,42 0,6008
Bmel8116390 21 93,36 33 97,62 55 97,62 97 95,97 0,4878
Kzo9116215 1 4,45 1 2,94 2 3,57 2 1,59 0,6008




Kpnl 16129 18 81,82 28 82,35 46 82,14 92 90,83 0,2370

Haelll 16517 19 86,36 24 70,59 43 76,79 58 56,90 0,0480

Tabmura2. YacToTsl peCTPUKIIMOHHBIX MUTOTUIIOB B TPYIIax OOJBHBIX U B KOHTPOJIE

No IMonumopdusle caifThl YacToTa MUTOTHIIOB P
0 00 a. 15 ATpuOBeHTPHKY- |Bryrpmkenynou- |CymmapHo 6r10Ka- Koutpons
nsipHble 670Kanbel | koBble Gmokamsl (N |61 (N = 56) (N=101)
0\ =34)
559 Mn - % n 16 n % n %
1 + - + - + 13 59.09 20 58,82 33 58,93 50 49,50 0,3963
2 + - + - - 3 13,64 7 20,59 10 17,86 37 36,63 0,0227
3 + - - - + 3 13,64 3 8,82 6 10,71 6 5,94 0,4444
4 + - - - - 0 0 3 8,82 3 5,36 1 0,99 0,2865
5 - - - - + 0 0 0 0 0 0 1 0,99 -
6 + + + - - 0 0 0 0 0 0 3 297 -
7 + - + + + 1 4,55 1 2,94 2 3,57 0 0
8 + + - - + 1 4,55 0 0 1 1,79 0 0 - %
9 + + + - + 1 4,55 0 0 1 1,79 0 0 -
10 - - - - + 0 0 0 0 0 0 1 0,99 -
11 + + - - - 0 0 0 0 0 0 1 0,99 -
12 - - + - + 0 0 0 0 0 0 1 0,99 -




