MoxHo IIPpUBCCTU 2 BapuaHTa HauoOoee BOCTpCGOBaHHHX " IOCCUIACMbIX MAapIIPYTOB:

Bapuant Ne 1

Bun typusma CrnopTuBHBIi

[IponomKUTENBLHOCTD 1 -THEBHBIIH

[TpOTsSKEHHOCTD B KM 15

Bun nepensuxenust Tlemmii, TbDKHEINT

Cxema mapupyra: 'omens (H. benmua) — yp. Yenku «Ilaprusanckas Kpunnuka» — 'omens
BapuanT Ne 2

Bun typusma CrnopTHBHBIN

IIponomKUTeNnbHOCTD 1-mHEeBHEBIH

[TpOTSEHHOCTH B KM 70

Buj nepensukeHust Benocunennsiii

Cxema mapmpyTta: a) [omens — Betka — Jlo6pym — I'omens; 6) I'omens — Jlo6pym — Betka — ['omerns

CHnopTUBHBIN Typu3M, BMECTE C IMO3HABATENIbHBIM, SIBISIETCS TIOABUAOM PEKPEAIIMOHHOTO
Typu3Ma, MO3TOMY JlaHHbIE MApIIPYThl MOJpPa3yMeBaIOT MoJ co00il U 03HAKOMJICHHE C IpHU-
POAHBIMH, UCTOPHUKO-KYJIBTYPHBIMHU J10CTOIIPUMEUYATENBHOCTAMMU.

Buoieoownt

Ha nannbrii MomeHT B [oMenbckol 00macTv, yUuThIBas reorpaduyeckoe MecTOMONI0Ke-
HHUE, COCTOSHHE HMHPACTPYKTypbl, Hauboyiee MEepPCIEeKTUBHBIMU BUIAMH SIBISIFOTCS TEIINH,
BEJIOCHUIIEAHBIN U BOIHBIA BUbl CHOPTUBHOIO TypHU3Ma.
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MHUTOXOHAPUAJIBHASA JTHK U HACJIEACTBEHHBIE BOJIE3HU

Cunopenko B. H.
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Yupe:xaenue o0pazoBaHus
«l'oMeJIbCKHUI ToCyIapCTBEeHHBbIH MeIMIMHCKUN YHUBEPCUTET)
. l'omean, Pecnyoninka benapych

B 1963 r. B CTOKrOJIBMCKOM YHUBEPCHUTETE IIPHU MOMOLIM JIEKTPOHHONH MHUKPOCKOIIUU
M. Hacc u C. Hacc u B 1964 1. B BeHckoM yHHBepcUTEeTE ydeHBIMH 3. XapicOpyHHeEp,
X. Tynou u I [llaniem npu 6noxuMuyeckoM aHanu3e (Pppakuuii MUTOXOHAPUHN APOKKel Oblia
OTKpbITa MUTOXOHApuanbHas JJHK.

Cerogns MUTOXOHJpHUAJIbHAS T€HETHKA YEJIOBEKA MHTCHCUBHO pasBuBaercs. Mccnenosanne
TE€HOMOB MUTOXOHJPHUM, UX 3BOJIIOLUH, B3aUMOOTHOLLIEHUN MEXIY SIEPHBIMA U MUTOXOHIPH-
QIbHBIMUA T€HETUYECKUMU CHCTEMAMH HEOOXOIUMO Ul NTOHUMAaHMs CIOKHOM HepapXUuecKOH
OpraHM3alUU dYKApUOTUUYECKOM KJIETKM M OpraHu3Ma B LIEJIOM. MUTOXOHAPUM SIBISIFOTCS BaK-
HEUIIMMH BHYTPUKJICTOYHBIMHU CTPYKTYPaMH, BBINOIHAIOIIMMY 3HAYUTEIBHYIO POJIb B (DyHKIHO-
HUPOBAaHUM KJIETOK MJIEKOIIUTAIOIIMX B HOPMAJIBHBIX YCIOBHUSX M IIPU Pa3IMUYHBIX [ATOIOTUYe-
CKHX Ipolieccax. BbICokas KOHLEHTpaIys akKTUBHBIX (POPM KUCIOPOAA B MUTOXOHJPHUAX U Clla-
0ast cuctema penapanyy yBenuuuBaoT yactoty mytamuid MTIHK 1o cpaBHeHuMIo ¢ simepHOil Ha
HOPSAZOK. YCTAaHOBJIEHA CBSI3b HEKOTOPBIX HACIECTBEHHBIX 3a00J€BaHUi ¢ Ae(eKTaMu B MUTO-
xonapuanbHoi JIHK. Mmerorcst pakTsl 0 TECHOM B3aMMOACHCTBUU SAEPHOTO U MUTOXOHIPHAIIb-
HOT'O TCHOMOB B Pa3BUTHU PsAZia MTATOJIOTUH YeNIOBeKa. [ eHeTHuecKkue N3MEeHEeHNs, aCCOLIMAPOBAH-
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HBIE CO CTAPEHUEM OpraHu3Ma Haubosee BhIpaKeHbI B MUTOXOHAPHsIX. C onpeneneHHbIMI MyTa-
siMya B MutoxoHapuanibHoi JIHK nnm B sinepHbIX reHax, KOHTPOIUPYIOIMX pabOTy MUTOXOH-
PHiA, CBA3BIBAIOT HEKOTOPBIE HACIIEACTBEHHBIC OOJIE3HH U CTAPEHUE YEIIOBEKA.

HakannuBarorcst mannbeie 00 ydactuum aedexkroB Mt/IHK B kanmeporeneze. MHOkecCT-
BeHHnble Aeneru MTIHK oOHapykeHbl y OOIBHBIX C TSKEIOM MBIIIEYHON CIa00CThIO, aTAKCHEH,
[TyXOTOM, YMCTBEHHOW OTCTaJOCThIO, HACIEAYIONIMXCS MO JOMUHAHTHOMY THITy. YCTaHOBJICH
MOJIOBOM AUMOP(H3M B KIIMHUYECKUX MPOSBICHUSX HILIEMUYECKON O0e3Hu ceplia, uyTo, CKopee
BCET0, 00YCIIOBIICHO MAaTePHHCKIM 3(P(HEKTOM — IUTOIIA3MATHIECKON HACIEACTBEHHOCThIO. B
KJIMHUYECKON TPAKTHUKE 3apErUCTPUPOBAHBI HECKOIBKO CITy4aeB, Koraa (hparMeHT MUTOXOHIPH-
anpHOi JIHK mHCcepuupoBasics B KIIOUEBOM T'€H PAa3BUTHS OpraHu3Ma U B PE3yJbTare TaKOW
BCTAaBKM y MaryeHTa pa3Buics cuaapoM [lanucrepa-Xomna. CUHAPOM XapakrepusyeTcs MosiBie-
HHUEM JIMITHAX KpaiHuX (ananr koHedHocTed. O0cneoBaHre MalyeHTa ¢ MOCIeIyONUM Kap-
TUPOBAHWEM €r0 TeHOMa T0Ka3ajio, 4To B siipe mMeeTcst BctaBka (parmenta MTIHK pazmepom
72 m.H. @parMeHT UHCEPLUPOBAJICS B OAWH U3 3k30HOB reHa GLI3, oOpasys npu 3ToM mpexie-
BpeMeHHbIH cTon-kofoH. ['en GLI3 xoqupyet Oenok, KoTopblid ()yHKIIMOHAIBHO SBISIETCS (PakTo-
POM TPaHCKPHIILMY I€HA, PErYIUPYIOIIEr0 POCT U Pa3BUTHE KOCTEN B NMEPUHATAIILHOM IEPUOE
Pa3BHUTHS MJIICKONHTAIONMX. BeeacTsre HapymmeHns: CTpyKTypsl (DaKTopa TPaHCKPUIIIIH, KOTO-
pBIif BO B3pOCIIOM COCTOSTHUM HAXOIWTCS B HEAKTUBHOM COCTOSIHUM, OH MHBEPTUPOBAJICS B akK-
TUBHYIO (JOPMY, YTO U TOCITY>KUJIO IPUUUHOMN MOSIBJICHUS JIMIIHUX (PajlaHT y MalyeHTa.

B 1979 & Ixx. M. Jleaa u . M. Knapk npeioKuiau ClIeayronyo KiIacCH()UKaIIO
MUTOXOHIPHUATBHBIX 0OJIe3HEH:

1. HapymenueM yTtunuzanuu cyOCTpaToB: AeUIUT KApHUTHHA, ACPUIUT KapHUTHUH-
naJbMUTOMIITPaHC(epassbl, NeHUIUT TUPYBATOKCHAA3HI

2. C HapyIIEeHHEM CHUCTEM TPAHCIIOPTA EKTPOHOB M KOHCEPBALIMK SHEPTrun: cUHIpoM JIrod-
Ta, Hapymenne HAJIH-okucienus, nepuimr cyKuMHUIACIUAPOreHasbl, JeUImT HuToxpoma b,
neumT muToXpoma ¢, ISPUIIT MATOXPOMOKCHIA3EI, TEPUITIT MUTOXOHIpHaTbHOU ATd-a3br1 [1].

BonbmmHCTBO OONE3HEeH, CBA3aHHBIX ¢ MUTOXOHAPHUSMU, OMPEACTSIOTCS TeHETUISCKU U
MOTYT OBITb OTHECEHBI K OJHOMY M3 3-X KJIACCOB: XPOMOCOMHBIE 0O0JI€3HH, MOHOTE€HHBIE 00-
JIE3HU U CJIOXKHbIE MHOTO(aKkTOpHbIe 3a00eBanus. [lepBbie ABa Ki1acca XapakTepu3yOTCs sB-
HBIM TPOSIBIICHUEM TATONOTUH (heHoTumna. bone3Hu 3Toro Tuma MOBOIBHO penku. BoibiimH-
CTBO MYJbTU(AKTOpUATHHBIX 3a00I€BaHUN Pa3BUBAETCS B pe3yJibTaTe B3aUMOJIECHCTBUS MHO-
TOYHCJICHHBIX TE€HETHUYECKUX HapylIeHUH M BO3JCHCTBHUS OKpy’Karollell cpeabl. B ciydae
CJIOKHBIX 3200JIeBaHUN MOXHO TOBOPUTH 00 M3MEHEHUHM aKTHMBHOCTU T€HOB, OTBETCTBEHHBIX
3a pa3BUTHUE O0JIE3HU B PA3HBIX YCIOBUSIX CPEIIbI.

TepMuH «MUTOXOHIpHAIBHBIX OoJNie3HEW» ucnoib3yercs ¢ koHua 60 rogos XX B. Ilep-
BBIN ciy4ail moapoOHo onmcan B 1962 1., koraa y 00JbHOTO ¢ HapyIIeHHEM OOMEeHa BEIIeCTB
MOJATBEPAWIIA HEMOCPEACTBEHHOE Yy4aCTHE MUTOXOHJIPUN B ATUX HAPYLIEHSXH, a TAKXKE MHUK-
POCKOIIMYECKOE UCCIIEJOBAHNE [T0KA3aJI0 AHOMAJIMU B CTPYKTYPE MBILLIEUHBIX KJIETOK U CTPYK-
TYypHbIE U3BMEHEHUS] MUTOXOHIPHIA.

MuToxoHapuanbHbIe 00JIe3HH, CBA3aHHBIC ¢ nuchyHknuer mutoxouapui JJHK: Mutoxon-
puaibHas MHOMNATHsL, SHUE(aIoNnaTusi, MOJOYHO-KUCIBIA alui03, CUHIPOM MHOKIOHHYECKOU
SMWICTICUH, CHHAPOM XPOHUYECKOM MPOrpecCUBHON O(TaTbMOIUIEIHH, CHHIPOM HACIIEICTBEH-
HOM ONTHYECKOM HeBpomatuu Jlebepa, HEHpOreHHoass MUOIIATHS C aTaKCHeH W JeTeHeparmein
CEeTYaTKH, MUTMEHTHBIA peTuHUT, cunapoma Kepue-Ceiipa. YcTaHOBIEHO, YTO MHOTHE HACIE/CT-
BEHHBIC MUTOXOHJIPHONATUU XAPAKTEPU3YIOTCS MOPAXKEHHEM TOJIOBHOTO Mo3ra U mbiii. Onu-
CaHHbIE BBIIIE, MUTOXOH IpUAJIbHBIE OOJE€3HU CIEeqyeT KiIacCU(PUIMpPOBaTh KaK OONe3HH, CBSI3aH-
HbIE C MyTallMel OIHOTO I'€Ha WJIM XPOMOCOMHBIMU HapylIeHUsMH. VIMEIOTCs JoKa3arenbcTBa
CBSI3U MYJIBTU(AKTOPUATIFHBIX 3200JI€BaHM C MI3MEHEHUEM TeHETUYECKOTO armapara MUTOXOH/I-
puit — Hakoruiennss myTtammid MTJIHK. K ux unciny otHOCSTCS pak, quaderT, IereHepaTuBHbIC 3a-
OoJieBaHUs CHCTEMbI KpPOBOOOPAIIEHHsI U HEPBHOW cHCTEMBI. Taxke 00JIe3Hb HE BCET/a SIBISIETCS
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PE3YJIBTATOM MOBPCKACHUA MHUTOXOHAPUU, HO €C PA3BUTUC IMPUBOAUT K TAKUM HU3MCHCHUSIM B
(yHKIIMOHMPOBAHUN MUTOXOHJIPHI, YTO OHH CTAHOBSATCSI MapKepaMu 3a00JIeBaHUH.
HI/ITOHJ’IaSMaTI/I‘IGCKaSI HaCJICACTBECHHOCTh, B OTIIMYUC OT HI[CpHOi/JI, HE IIOAYMNHACTCA 3aKO-
HaM MeHzens. DTO CBA3aHO C TEM, YTO Y BBICIIMX KMBOTHBIX M Y€JIOBEKa FAMEThI OT Pa3HbIX
TIIOJIOB COZIEP’KAaT pa3sHOE KOJIMYECTBO MUTOXOHAPHH. Y 4yeloBeKa MUTOXOHIpUAIBHBIE Ooe3-
HH HEPEJKO HACJIEAYIOTCS IIMTOIUIa3MaTHIECKHU M0 MAaTEPHHCKOM JIMHUM Yepe3 SIMIEKICTKH U
MOTYT MPOSBISATHCS B CAMOM Pa3HOM BO3pacTe — OT MJIaJIEHYECTBa, /10 cTapocTu (2, 3].
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Beeoenue

Makynsipable pa3pbiBbl (MP) ceTuarku BCTpedaroTcsi OTHOCUTENBHO penko — 3,3 Ha 10 ThIC.
HacemneHus, a y mozaen crapue 60 ger — B 10 pa3 yame. Briepssie MP 6511 onucan Knapp B
1869 . 1 1O HacTOALIETO BPEMEHM HET €IUHOTO B3IVISAA HA MATOTEHE3 JaHHOW MaTOJIOTHU.
AHaToMHu4ecKoe CTPOEHHE MAaKyJIsIpHOW oOJIaCTH MpeapacnoiaraeT K pa3BUTHUIO pa3pblBa:
TOJIIMHA CeTYaTKU B (hoBea MUHMMAalbHasA, cocTaBiseT 150 MKM, a CBS3b CETYATKU U KOPTH-
KaJIbHOTO CTEKJIOBHJHOIO TENa, HAPOTHB, OYEHb NpO4YHas. Bo3aelcTBHE TaHT€HIUATIbHBIX
TPaKUUI CO CTOPOHBI CTEKJIOBUAHOIO TEJIa B HACTOSIILEE BPEMS CUMTAIOT OAHON U3 OCHOBHBIX
npuarH GopmMupoBaHus uaronarudeckux MP [1].

Her ennHOrO MHEHMSI M1 O TAKTUKE BEJICHUS TAKUX MAIMEHTOB. JIeueHre MaKyJIIpHBIX OT-
BEPCTHI C MCIONB30BAaHUEM TPAHCIWIMAPHOW BHTPAIKTOMHH, BHepBbie ommcanHoe Kelly u
Wendell 8 1991 r, [1] momy4mino mmpokoe pacipoCTpaHEHHE B MOCIEIHEE BpEeMsi, OJHAKO
4acTOTa 3aKPBITUS OTBEPCTHUH 110CIIE XUPYPru4eCKUX BMEIaTeabCTB cocTasiseT 55-90 % [3].

TpancnynuinsipHasl Ja3epKoaryisuus i Npo(QUIaKTUKA OTCIOWKU CEeTYAaTKU MpPU Ma-
KyJSIPHBIX pa3phlBax akTUBHEE ucnoib3zoBanack B 70—-80 rr. nponutoro cronetus. On1Hako oHa
HE HalpaBJieHa Ha MOBBIIIEHUE OCTPOTHI 3peHus, a o JaHHbIM S. Schoket ¢ coaBT. B 16,6 %
naxe yxyauaer ee. [lockonbky puck orcioiiku cetdatku npu MP cocrasnser 5-10 %, npo-
Be/ieHUe 0apbepHOil Ja3epKoaryIsul TakKe OCIlapuBaeTCs.

Hccnenosanue BuTpeopeTrHambHOro nHtepderica ¢ momonipio OKT y marmeHToB ¢ 1ieH-
TPaJbHBIMU Pa3pbIBaMK CETYATKH UMEET OOJIBILIOE 3HAYEHHE JUIs YTOUHEHHS CTaJuu pa3pbiBa OT-
BEpCTUs, MPOTHO3a, MU((PEpeHIIaIbHON AUArHOCTUKY, ONpPEAETIEeHHs MOKa3aHUH M KOHTPOJIA
3¢ dexTrBHOCTH JeUeHHs, HATMYNS BUTPEOMAKY/SIPHOM TPAKIMH, a TaKXKe MO3BOJSIET OLCHUTD
BEPOSITHOCTH Pa3BUTHsI aHAJIOTUYHOTO MATOJIOTHYECKOTO MpoIiecca Ha TapHOM Tiasy [2].

Mamepuanst u memoowvl uccieoo6anus

b1 mpoBesieH peTpOCHEKTHBHBIN aHaNInW3 aMOyJIaTOpHBIX KapT 89 manueHToB, HaOmio-
nasiuxcs B nazepaoM kabunere ['Y «PHIIL] PMu2UY» B 2009-2011 rr. o nmoBoxy Maxymsp-
HOTro paspbiBa. U3 Hux nasepHas xupyprus MP Obuta mpoBeneHa y 29 yenoBexk.
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