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METABOIMYECKHUE MUOITATHUHA: OB30P KIIMHUKO-
MOP®OJIOTTYECKHUX U TEHETUHYECKHNX OCOBEHHOCTEM,
CHHOCOBOB JIMATHOCTHUKU U JIEYEHUSA OTAEJBHBIX ®OPM
Mup3zaéposa lllaxzooa Mycmaghoxyn Kusu

Knunux opounamop CamMy Camapkano ¥Y3b6exucman

AHHOTATUMA.OOMEH TJIMKOTE€HA SIBIISETCA TJIaBHBIM HCTOYHHKOM SHEPIUH IpHU
aHa’POOHON I UHTEHCUBHOM a3pO0HOM Harpy3Kax, I0O3TOMY CUMIITOMBI TJIMKOTEHO30B
MOYTH BCEr/Ja CBSI3aHbl C BBINOJHEHWEM WHTEHCUBHOM (PU3MYECKOW Harpy3KH.
Hapyiienust oOMeHa rMKoreHa MoTyT SIBUTHCS TPUUUHON TUCPYHKIIUU MBIIII, KOTOpast
HPOSIBIISIETCS] HENEPEHOCUMOCTBIO (PU3NYECKON HArpy3KH, MBIILIEYHON YyTOMIISIEMOCTBIO,
MUQITUAMH, KpamIid, paOIOMUOJIM30M C MHUOTJIOOMHYpHUEH WIM MPOTrPecCUpYIONIEH
MBIIIEYHON €Ia00CThIO (MUONaTHEl) 6€3 KpaMnu U MUOTVIOOMHYpUHU. [ IHMKOTreHo3bl —
ATO KJIMHUYECKM M TEHETUYECKH TeTeporeHHas rpymmna Oonesneil. Omnwucano 14
BAPUAHTOB IIMKOT€HO30B C TOPAXEHUEM MBI M IPU BCEX KAPTUPOBAHBI T'€HbI Ha
XpOMOCOMaXx U paciii(poBaHbl NEpBUUHbIE OMOoXuMUYeckue aedextsl. Hanbosee yacto
[JIMKOT€HO3bl  HACHEAYIOTCS 1O  ayTOCOMHO-PELECCMBHOMY Tuily. B crarbke
PEACTABICHbl KIMHUYECKHE, MaTOJOr0OaHATOMUYECKHE, TEHETUYECKUE JaHHBIE U
IMPUHIIUIIBI JICYEHUS! HEKOTOPBIX TJIMKOT€HO30B, IPU KOTOPHIX B KIMHUYECKON KapTUHE
JTOMUHHUPYET MOPAKEHUE CKEIETHBIX MBIIIII, a UMEHHO C ACPHUIIUTOM KUCION MaIbTa3bl
(rmukoreno3 tumna II), rmukoren paszserBisromiero ¢epmenrta (rimkoreno3 tumna III),
MbIIIeuHO# ochopuinassl (riukoreHo3 tum V), pochodpykroknnassl (IIIUKOTEHO3 THIIA
VII), dochormuneparkunaspr (roukoreno3 Ttuma IX) wu  docdormmmeparmyrasbr
(rmukoreno3 tuna X). CKeNeTHbIE MBIIIIbI UCHOIB3YIOT KaK UCTOYHUK SHEPTrUU HE
TOJIbKO TJIMKOT€H, HO TaKXe JUNUAbl. B oTiauyue OT IJIMKOTr€HO30B, MbIIIEYHAsS
auchyHIMs, TPU HAPYIICHUH JTUITMIHOTO OOMEHA, BOSHUKAET y OOJNBHBIX IPH JIOBOJIBHO
YMEPEHHOM, HO OYEHb JUIMTENIbHON (hU3MUecKoil Harpys3ke, Ha (poHe romomanus. [axe
JUIUTEJIbHOE TOJIOAAHUE MOXKET BbI3BaTh MHUAITHI0O M cIa00cTh Mbiml. OKHCIIEHHE
JUNUIO0B MPOUCXOAUT B MaTPUKCE MUTOXOHJpHI. B cTaThe mpencTaBiieHbl CBEAEHUS O
00JIe3HSIX MBILIL, 00YCIOBJICHHBIX HAPYUIEHUEM TPAHCIIOPTA JKUPHBIX KUCIIOT C JJIMHHON
YIIAEPOAHON ILENbI0 B MUTOXOHAPUHU U e(PeKTOM OeTa-OKHCIIEHUS KUPHBIX KHUCIIOT B
MUTOXOHApHSAX. OOCYXKIaOTCs KApPHUTUHOBASsS MHOIATHSA, KOTOpas W3JICUHBACTCS
KAPHUTUHOM, TOP@KEHUE MBI, O0O0yCIOBICHHOE  JAehUIIUTaMU  KApHUTHUH
nagpmuTomwITpancdepassl I, anunkosH3uM A JerHUApPOTeHa3bl C OYEHb JJIMHHON
YIACPOAHON LEMbI0 M ACPUIMT BCEX AalMI-KO3H3UM-A JeruaporeHas (TI0TapoBas
anuaypus), C MOJOKUTETBHBIM JICUCTBHEM prOOoQIaBUHA HA CKEJIECTHYIO MBIIIIITY.
Knwueeuw ecnoea: kKapuumunosasa muonamus, 0o1e3nv Mak Apons, 6o1e3ns
Cori-Forbes, oepuyum auun-CoA oezudpozenas

Merabonnyeckre MUOTIATUH BKITIOYAIOT O0JIE€3HU MBI, O0YCIIOBJIECHHBIE HAPYILIECHUEM
oOMeHa TrMKoreHa (TJIMKOT€HO3bI) W JIUMUIOB (JUMUI03bI). bojie3Hu HakomieHus
[NIMKOT€Ha — TIIMKOreHo3bl OOMEH TIIMKOTeHA SIBJISIETCS TJIABHBIM MCTOYHHUKOM SHEPTUU
Opy aHad’poOHOM WM HMHTEHCUBHOM a’pOOHOM Harpy3kax, [O3TOMY CHMIITOMBI
[VIMKOT€HO30B TOYTH BCErJla CBSI3aHbl C BBHIMNOJHEHWEM HHTEHCUBHOM (PU3MUYECKON
Harpy3ku. [ IMKOreHOo3b MOXKHO pa3fenuTh Ha J1Be rpyiisl [1]: 1) Oone3nu, npuBoasime
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K OTpaHMYCHHOW NEPEHOCHUMOCTH HHTECHCUBHON (PU3NYECKOW HArpy3KH, MUAJITHIM,
KpaMIu ¥ pabAOMHUONIN3Y C MHUOTJIOOMHYpHE; 2) 001€3HH, BHI3BIBAIONINE MBIIICYHYIO
cnabocth (Muonatuio). OgHaKo, 3TO JEJICHHE YCIOBHOE, TaK KakK y OOJBbHBIX MEpBOU
TPYIIbI C TEYEHUEM PSJIA JIET MOKET MIPUCOETUHUTHCS CJ1a00CTh MBI, [ IMKOT€HO3BI —
ATO KJIMHUYECKHM M TEHETUYECKU TeTeporeHHas rpymnmna Oose3neid. Onucano 14
BAPUAHTOB TJIMKOT'€HO30B C MOPAXKEHUEM MBIIII] U MPU BCEX KAPTUPOBAHBI I'€HBI Ha
XpOMOCOMax MU pactmppoBaHbl MEPBUYHBIE OMOXUMHUYECKHE AEPEKTHI (T.€. MPOTYKTHI
reHoB). OJIHaKO KJIMHUYECKAsh KapTUHA BOBJICYEHUSI CKEJIETHBIX MBIIII HAaU0OJIee 4acTo
ONMUCHIBAETCS MpHU 7 TIUKOTeHO3ax [l], KoTopele, HApsAAy C APYTMMHU TIIMKOT€HO3aMH,
ObuTu BKITIOYEHBI B Kiaccudukanuio J.C. Kaplan, D. Hamroud [2]. Hedunur xucioi
MasbTa3bl (WM KUcioi anbdarioko3unassl) (riukoreno3 Il tuma, Gonesns [lomme)
Hebunur xkucnoir wmanbtazel (KM) Haubonee Tspkenbli W Hanbosiee 4YacTo
BCTpEYArOIMiics rmMkoreHo3 [3, 4]. BaxxHo oTMeTuTh, 4TO cpeau BceX (EepMEHTOB,
KOTOpbIE OOECIEeYMBAIOT pacliaj] TJIMKOTeHA, TOJIBKO KHUCias MajibTa3a (WM Kucias
anb(da-rIoKo31/1a3a) HAXOJUTCA B JIM30COMAaxX, TOTJa Kak Bce Jpyrue (pepmMeHTh — B
nurorazme  Mbimnbl.  [lostomy mnpu  Oone3nm [lomme Hapymiaetcss  pacnajn
JM30COMAJIBHOTO TJIMKOT€HA M HET HAKOIUICHUS IJIMKOreHa B IUTOIUIa3Me. bose3Hb
[Tomnie — 310 MM30CcOMaNBHBIN rUKOTeHO03. J-p Ilomne — maronoroanarom u3 lanuu, B
1932 r. onmcan 7-MeCAYHYIO0 AEBOYKY, Y KOTOPOW OTMEYANIOCh CKOIUIEHUE TJIMKOTEHa
BHYTPU JIM30COM B CEpJICUHON MBIIIIE W APYrUX TKaHIX, U KOTOpas ymepia oOT
KapauoMerainuu. OnucaHbl CIEAYIOIINE BApUAHTBI 3TOT0 TJIMKOTE€HO3a: MH(PaHTUIbHAS
oone3np Ilomme; Gone3np Ilomrie y mereir u roHomieil; Oosie3Hb Ilomrie ¢ mo3gHUM
HavyasioMm, mociie 20 met (y B3pocibix) Mudantunbaas dopma. Yactora 1/138 000
HOBOPOXKJIeHHbIX. HaunHaeTcs cpazy nociue poxaeHus1, NpOosBIISIETCS TeHEPAITU30BaHHOM
TUTIOTOHUEHN, CITA00CThIO MBIIIII, BKJIFOYAs! JbIXaTEIbHbIC U OpTaHOMETANINENH: MAaCCUBHOMN
KapAUOMErajue ¢ KapAUOMHUOIIATUEH, MEHEE BBIPAXKECHHOM TI€NaTOMETAIUEN,
CIUICHOMETAJIMEd U TJOCCOMETAIMEN, BCJIEACTBUE 3HAUYUTEIBHOW aAKKyMYJIALUA
JM30COMAJIBHOTO TJIMKOT€HA B 3THX opra”ax [4]. JleTckas u roBeHWiIbHas (Gopmbl. Y
Oosiee crapmux Aered (¢ HavasmoM Oosie3HU 110 15 5ieT) oTMeuaeTcsi MEHee TSDHKENoe
TeueHue. BBIABIAIOTCA C€Ma00OCTh W MHUAITHUU CKEJIETHBIX MBI MPOKCHUMAaTbHBIX
OT/ICJIOB KOHEUHOCTEH U mosicoB [4]. OpraHomMerainus 0ObIYHO OTCYTCTBYET U CJIabOCTh
JBIXAaTEeJIbHBIX MBI OOHApyXHBaeTCs HE y Bcex OoibHbIX. 45% Tpelytor
pecriupatopHoil noaaepkku U 20% OOJBHBIX UCIOIB3YIOT Kpecio Ha koyiecax. CMepTh
HACTymaeT K KOHILy 2-M jaekansl xu3Hu. JuddepeHnuanpapiii 1Marno3 mMpoBOJAUTCS C
KOHEYHOCTHO-TIOsicHOW ~ muomuctpodpuert  (MJI), MJ| Hiomenna wu  bekepa,
MOJIMMHO3UTOM, KOHT€HUTATHFHBIMA MUOTIATUSIMU, CTTMHATILHOM MbIIIeqHOU aTpodueit 11
Ttumna. Y B3pocibiXx 0o0je3Hb MokeT HadaTbes mocie 20 mer. Yactora 1/57 000
HOBOPOXKJIEHHBIX. OTMeUaeTcsi MEJIEHHO MPOrPECCUPYIONIAasi MUOIATHS C BOBJICYEHUEM
MOSICOB, MPOKCUMAJIbHBIX OTAEJIOB KOHEUHOCTEW U TYJOBUIIA C MHUAITHSIMU H
BTOPUYHBIMU MBIIICYHO-CKEICTHRIMUA JehOopMarusIMu (KOHTPAKTYPBI, KU(POCKOINO3 U
ap.). Onucanbl 00JbHBIE C OYILOAPHBIM U CKAITYJI0-IEPOHEATbHBIM CHHAPOMaMu. MoryT
BOBJIEKATbCSl JIbIXaTeNbHble MbIIIbl U auadparma. Okono 40% HyxkpgawoTcs B
UCKYCCTBEHHOM BEHTWISIMU U OKOJIO 50% OOJIbHBIX CTAaHOBSITCSA «KOJISICOUHBIMU.
Hakormienus rinvkorena B cepJIeYHON MbIIIIE He HabMonaeTcs Y HEKOTOPBIX B3POCIbIX
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OOJILHBIX UMEIOTCSI OYEHb JIETKME CHUMMOTOMBI (AaCUMIOTOMHBIC MAIMEHTHhI) U 00JIE3HBb
JOJITO HE JUATHOCTUPYETCS, WM NPUHUMAETCS 3a APYrue€ MHUOINATHU — MBIIICYHBIC
muctpodun, MuoToHWUeckas auctpodus Il Tuma, KapHWUTHHOBasS MUOMATHS € JIp.
JAMUAO03bI, XPOHUYECKUU MOAMMHO3UT, raukoreHossl III, V wu VII Ttunos,
MuTOXOHIpHaibHbie Muonatuu, BAC, cninnansabie Mbiednsie arpoduu 11 u 111 Tunos,
oonesnp Kennemn, wmmactenus, cuaapom JlamOepra-Utona [5] I'enetmka. I'en
KapTHUPOBaH B XPOMOCOMHOM parioHe 17q25. HacnenoBanne ayToOCOMHO-PELIECCUBHOE
[4]. Onucano 6osee 200 TOYKOBBIX MyTallMid B T€HE KUCIION alb(a-riauKo3uaa3pl (HIn
KUCIION ManbTaszel). [IpocnexuBaercs KOppelslus MEXKIY TSHKECThIO MyTalluu |
TSKECThIO KIMHUYECKOTro geHotumna. Tak, JAenenuu uid HOHCEHC-MYTAlMK C MOJHBIM
OTCYTCTBUEM KHCIION MajbTa3bl OOBIYHO CBS3aHBI ¢ UH(PAHTHIBHBIM BapHAHTOM, B TO
BpeMsl KaK «cliadble» MyTallid C YaCTHMYHBIM YMEHBIICHHEM KHCIOW MalibTas3bl (WM
KHUCIION  ayib(arimKo3uaasbl), MPOUCXOMASIINE B calTax CIUIAiiCMHTa, CBS3aHBI C
BAPUAHTOM, HAaYMHAIOIMMCS Yy B3pocibix [6] JmarHoctuka. CHadalla u3y4daroTcs
akTUBHOCTHU Kucyion a-glucosidase (GAA) u neutral glucosidase (NAG) B cyxoii kamie
kpoBu {(in dried blood spots (DBSs)}.Ilpu mnonoxxutreabHOM pe3yiabTaTe TECT
MIPOBOJIUTCSA MOBTOPHO. 3aTEM BBIIIOJIHAETCSI MOJIEKYJIAPHO-TEHETHYECKOE UCCIIEI0BaHNE
KpoBU (OOHapyxeHue Myrtauuu B reHe GAA) ¥ OJHOBPEMEHHO — OMOXUMHYECKUM
aHanu3 TKkaHeu. [Ipy OMOXMMHYECKOM aHanu3€e KyJIbTUBUPYEMbIX (PUOpPOOIACTOB KOXKH
(«30JI0TOM CTaHAAPT» JUArHOCTUKH), @ TaKXKE MBI, MEYEHU WU JICUKOIMTOB
OTMEYaeTcs OTCYTCTBUE KUCIOW ManbTa3bl (WM KUCIOM anb(ha-rinoko3unassl). pyrue
TJIMKOJIMTHYECKHUE PEPMEHTHI OCTAIOTCSI B HOpME. [Ipu rucToXMMHUYECKOM HCCIIeIOBAHUN
MBIIIIIBI HAOTIOACTCSl BBICOKOE COJECpKAHUE TJIMKOTEHAa B JIM30COMAaxX M TMPU3HAKU
BAaKyOJISIpDHOW MUONATUU. Bakyoild HUMEHT JHU30COMAIBHOE MPOUCXOKICHHUE, YTO
MOJITBEPIKIACTCS BRICOKOW aKTUBHOCTHIO KUCIION (hocharTaspl, KOTOpas HAKarIuBaeTCs B
nu3ocomax (MpU THCTOXMMHYECKOW OKpacke Ha KucCiyto (ocdarazy) U d1eKTPOHHON
Mukpockonuu [4, 7]. OngHaKO 3TU MPU3HAKU BBISBIISIOTCS HE BO BCeX Mblax, y 20%
B3pOCJBIX COAEpKaHrE MIIMKOTeHa B MBIIIILIE OCTAETCs B IIpenenax HopMbl. [I[pumensiercs
TaK)k€ HMMMYHOTHMCTOXMMHYECKUNA METOJ] C HCMOJIb30BAHUEM TMOJUKIOHAIBHBIX H
MOHOKJIOHQJIbHBIX AHTUTEN K KUCI0M ManbTaze. Ha MPT ckeneTHbIX MBIIII OTMEYaeTCs
n3buparenbHOe Tsokenoe nmopaxenue m. adductor magnus [8]. Mcnonb3yroTest Takxke
pEHTreHorpaMMa  TpyJHOU KJIETKH (kaparoMeranus), aX0-Kapauorpadus
(xapauomuonatusi), Y3U (rematomeranusi), OMI' (Muonatusi), B aHaiu3e KPOBH —
noBeimenne ypoBHst KOK, JIJIT, T'LT. Jns tounort aumarnoctuku Heooxoaum JIHK
aHAIM3 C LETbI0 OOHAPYXKEHUS MYTallMd B T€HE KHUCJIOW ManbTasbl. JIJis BBISBICHUS
[JINKOT€HO3a Yy  HOBOPOXIEHHBIX  HUCIOJB3YETCS  IpEeHaTajbHas  JUarHOCTUKA
(aMHHUOLIEHTE3): MPHU JIEKTPOHHOW MUKPOCKONHUH B KJIETKaX aMHUOTUYECKON HKUJIKOCTH
MMEIOTCSI U3MEHEHHBIE JIM30COMbI, OTMEYAETCS TAK)KE CHM)KEHUE aKTUBHOCTU KHCIIOW
MaJIbTa3bl B KyJIbTUBUPOBAHHBIX aMHUOTHUYECKUX KIIETKAX WM B BOPCHHKAX XOPHOHA.
Onucanue cinyyas [9]. Myxxuuna B Bo3pac - T € 5 0 11 e T »KaJloBaJICSl HA 3aTPyAHEHUS
X0JIbObI M TYTOMOJBHXKHOCTh MO3BOHOYHMKA. Hauan xomute B 18 mec. B perctse
OTCTaBaJl OT CBEPCTHUKOB B O€re U MpH CIOPTUBHBIX 3aHATHAX. B 15 ner oOHapyxeHa
KOHTPaKTypa U CKOJIMO3 MMO3BOHOYHUKA. B 35 neT nosBuiach cnabocTh MBI Ta30BO-
OenpeHHOl 00nacTu, 3aTpyJlHEHUs] MpPU BCTaBaHUU C MoJjla U ¢ Koprouek. Craryc.
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ATpoduss W PUTHIHOCTH TMapacCHUHAIBHBIX MBI C HAPYIIEHHEM HOPMaJbHON
KOH(pHUrypanuu MO3BOHOYHUKA — THIEPIKCTCH3US IIIEH, JIOPJ03 TPYMHOTO OTAENIa U
k(03 MOSICHUYHOTO OT/Iea. boIbHOM HE MOT MPUHATHh BEPTUKAIHLHOE TIOJIOKCHHUE U HE
MOT TTOJTHOCTHIO HaKJIOHUTH TyJ0oBUIIE. KpbIIoBHIHBIE JIONIATKH, aTpodust i c1abocTh 4-
TJIaBBIX MBI Oenep, a TakKe CIa00CTh SITOAUYHBIX MBIIII U aITyKTOpoB Oemep [9].
K®K — B HOpMe. OMI" — muorennbsie m3menenus. CT mbimig — atpodust u KAPOBOE
MEePEPOXKICHUE YETHIPEXTIIABBIX M MapaclUHAIBHBIX MBI B TPYAHOM U MOSICHUYHOM
otaenax. Ha Ouoricun nenbTOBUAHON MBIIIIBI ¢ OKpackod [.3D, Ha rIMKOreH, KUCIYI0
docdarazy oOHapYKEHO CojepKaHKe ITMKOreHa B Bakyossix [9]. uddeperimansabrit
nuarto3 6ose3nu [lomne ¢ mo3gHuM HauyaiaoMm (y J€Ted U B3pOCIbIX) MPOBOAMUTCS CO
CJIENYIOMMMU OOJIE3HSIMU: KOHEYHOCTHO-TIOSICHASI MBIIICUHAs TUCTPO(Us, MbIIICYHAS
muctpodus Jromenna/bekepa, MOTUMUO3UT, PEBMATOUAHBIA apTPUT, TITUKOTCHO3aAMU
III, V u VI tunos [4]. Jleuenue. Ucnonb3yercs pekoMOMHAHTHAs alib(a-TIIFOKO3uIa3a
(komMmepueckoe HazBaHue Myozyme, 50 mMr) B go3e 20 Mr Ha Kr Macchl Tena
BHYTPUBEHHO KarelbHO, 2 pa3a B HEJENI0, B TCUCHHUE 78 HE/IeNb I0OHOLIIAaM U B3POCIIbIM;
IIPU 3TOM OTMEYAETCA YIIyUIIEHHE X0AbObl 1 YMEHBIIECHUE JErOYHbIX OcioxkHeHui [10].
[Tozmuee C.L. van Capelle u coaBt. [11] m3MeHwIn cnoco® Je4eHUs: BBOJUIU
PEKOMOMHAHTHYIO anb(ha-rIoKo31a3y BHYTPUBEHHO B J103¢ 20 MI/KT Macchl Tena
BHYTPUBEHHO, KalleJIbHO, KaXKJble 2 Hel, B TeueHue 3 jeT. Jpyrue aBTOpbl BBOJWIU
BHYTPUBEHHO PEKOMOMHAHTHYIO ajib(pa rimroko3uaasy B goze 20 Mr/kr 1 pa3 B Heneno,
yepe3 Henento, B TeueHue 52 Hen. OTMedeHo yiyuiieHue QyHkuuu asixanus [12]. B
sKcriepuMenTe (MopaenupoBaHue Ooje3nu [lomre Ha Mbliax) MPOBOJAUIU TEHHYIO
tepanuio  [13]. B KkayecTBE  BEKTOpa  UCIHOJB30BAIM  aJCHOBUPYCH U
aJICHOACCOLMUPOBAaHHbIE BUPYCHI, KoTOpbIe 3arpyxanu JIHK, orBeTcTBEHHOM 3a CUHTE3
KHUCION anb(da-rimoko3unassl. [Ipemapat BBOAWIM BHYTPUMBIIIEYHO W BHYTPUBEHHO.
OTMeuanu HEKOTOPYH KOPPEKIMI0 MHOMATHU U COJEPkKAaHUS TIIMKOI€HAa B MBILIIIE.
Hebunut raukored — «iaeeTaiero dpepmentay (rmukoreHo3 Il tumna, 6onesns Kopu-
®op0Oca) Knuauka. HenoctatouyHOCTh TIIMKOTEH — «AeBeTBsiiero gpepmentay (I'D) —
3TO NOOPOKAUECTBEHHOE 3a00J€BaHME JETCKOIO BO3pPACTa, KOTOPOE XapaKTEepPU3yeTCs
reraroMeraiuen, 3aepKKOM pocTa U TUMIIOIJIMKEMHUEN HATOIIAK C YTPATOM CO3HAHMUS.
OTH CUMNTOMBI (TUTIOTJIMKEMUsI C yTpPaTOM CO3HAHMWS) HUMEIOT TEHJICHIIMIO K
UCYE3HOBEHHIO B BO3pacTe€ MOJOBOro co3peBaHusa. OJHAKO OCTalOTCS IUIoXas
MEePEHOCUMOCTb (PU3UYECKOM HArpy3KH, MUAJITUU TIOCJI€ HAPY3KH, U MO3Ke (B TpeThel
Y YETBEPTOU JIeKaJIe KU3HM), Y HEOOBIIIOro uncia OOJIbHBIX, PA3BUBACTCS MHOIATHSA,
qarie AUCTambHbIX MBI [14]. Onucansl pa3nudyHbie KIMHUYECKHE (HDEHOTHUTIBI O0Ie3HN
y B3pocibix. 1. MemieHHO mporpeccupyrommas auctanbHas muomnatus. Habmomaercs
aTpodus U c1ab0CTh MBIIII] TOJICHEH U COOCTBEHHBIX MBI KHCTEH, 0COOCHHO THUTbHBIX
MEKKOCTHBIX. Takas KIMHUYECKas KapTUHA, HAJIMYHUE CMEIIAHHBIX MNPU3HAKOB MpPH
OMI -uccrie1oBaHUM U HEPEIKO 3aMeJIEHUE CKOPOCTH TpoBeAeHus umityibca (CITN) mo
HEpPBY [laeT OCHOBAaHWE Il JWarHo3a OOJE3HW JBUTATEIbHOTO HEWpOHA WU
nepudepuueckoit HeBponatuu. Y poBeHb KOK noesimeH 10 3000 m. ex. Y 60ybHBIX 0€3
NPU3HAKOB  TSDKEJIOM  MBIIIEYHOM CIa0OCTH  OTCYTCTBYET MHOTJIOOMHYypus. 2.
I'enepanu3zoBaHHass MuONATHUS C TMO3JHUM BOBJICUCHHEM [IBIXATEIbHBIX MBIIII],
MUAJITUSIMH, C OBICTPBIM TSHKEJIBIM MOPAKEHUEM MBIIII] TA30BOTO MOsica U Oeiep, TaK UTo
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OOJIbHON CTAHOBUTCS «KOJSICOUHBIM», TOPAXKEHUEM I[€YEHU U COMYTCTBYIOIIEH
noymHeBponatueid.  Takas  muomnatus — auddepeHmupyeTcss ¢ XPOHUYECKUM
MOJIMMHO3UTOM,  KapHUTHHOBOW  MHONATHEH, JOeDUIMTOM  areTHI-KOPH3UM-A
aeruaporenas, 6onesnsio [lomme u Mpiteunoit aucrpodueit. 3. Muonarus ¢ Ha4aIbHBIM
M30JIMPOBAHHBIM  TMOPAXXEHUEM  JBIXaTEIbHBIX MBI,  KOTOPYIO  HYXKHO
auddepeHnupoBaTh € TSOKENOM  MHacTeHued, cuuapomoM JlambGepra-HToHa,
atunuuHbiM BAC 1 MHO3UTOM C BKJIIIOUCHHBIMU TelbllaMu. 4. MUHUMaIbHAS MUOTIATHUS
C TPEUMYIIECTBCHHBIM  HapymieHneM (yHKIMM TIEYEHH ©W C  MEIJIEHHO
IPOrpecCUpyIONIed MbIIIeUHON ci1abocThio. [IpOrHO3 3aBUCHUT OT CTENEHU MOPaKEHUS
neyeHu u cepaua (Muokapauonuctpoduu). Juarnoctuka. [lpu OuoxumMu4ecKom
UCCJICIOBAHUM — B MBIIIIIE ¥ 3PUTPOLIUTAX Hab0o1aeTcs cHuKeHue aktuBHoctu ['/]D, B
kpoBu — noBbiieHne aktuBHocTH KDK, AJIT, ACT, xosecTtepruHa, TPUTIIMIEPUIOB U
runoriaukeMust (HaTomak). [Ipy rucToIOrnueckoM MCCIe0BAHUM MBIIIIIBI BBISIBISETCS
CKOIUICHHE BakyoseH. IIpy rucTOXMMHYECKOM HCCIEOBAHUM OTMEYAETCSl CKOILJICHUE
M3MEHEHHOIO TJIMKOI€Ha B MbIIIE M B Bakyoisix [14, 15]. Ilpm Bemonnennn Y3U
HaOmogaercs renaroMeranus, Ha DHMI — cmenianHble (MUOT€HHBIE U HEBPOTCHHBIE)
M3MEHEeHUs, y psaga OonbHbIX oTMedaetcs 3ameminenue CIIM; wa OKI-runeprpodus
JEBOTO *kenyaouka. TouHslil auarno3 tpedyer ananusa JIHK, oOHapyxeHne myTanuu B
rene ['/I®, kapTupoBaHHOM B XpOMOCOMHOM paiione 1p21. HacinenoBanue ayrocomHo-
peueccuBHoe. JIeuenue. M30eraTh runorjiikeMUy HaTOIAK, OCJIKOBas TUETa C BHICOKUM
cojaepkanneM Oenka. Jlepuuut muodochopuiaszsl (raukoreno3 V tuna — 6oyie3nb Mak
Apnns) Mak Apane B 1951 r. ommcan 30-neTHero MyK4MHY, C PaHHEro JETCTBA
CTpaJiaBIIero 0OJISIMH, CIA00CThIO, YIUDIOTHEHUEM MBIIIII], BOSHUKAIOIIMMHU MPU CUITHHBIX
dusnueckux Harpyskax. bonesns Mak Apasisi ¢ THIIMYHBIMY IPOSIBJICHUSMY HAUMHACTCS
B JICTCTBE WJIM y MOJIOJBIX B3pOCibIX. JKamoObl Ha OBICTPYIO YTOMIIIEMOCTh U TUIOXYIO
NEPEHOCUMOCTh MHTEHCUBHOW (DU3MYECKON Harpy3ku; OOJIM B MBIIIIAX, KpamMmu u
MOSIBJICHUE TEMHOTO IMBETa MOYM (MUOTIOOMHYPHH) TMOCIE WHTCHCHUBHON HArpy3Kw;
MBIIIEYHYIO CJIA00CTh MOCJE HArpy3kH, YIUIOTHEHUE U YBEJIIMYEHUE pa3Mepa MBbIIIII,
cepAleOreH s U MOBBIIIEHHYIO TTOTJIMBOCTh BO BpeMs (puznueckoro HampsbkeHus [16].
VYkazaHHbI€ SIBJICHUS OXBAThIBAIOT BCe pabOTaronue B JaHHBIH MOMEHT MBIIICUYHbBIC
IPYIIbl. ITH SIBJIEHUS B MOKOE MPOXOJAT: paHbIIE BCEro ucyesaer 00Jib, a ci1abocCTh,
YIUIOTHEHUE U YBEIMYEHUE Pa3Mepa MBI COXPAHSIIOTCS B TEUEHUE HECKOJIbKUX MUHYT
WM YacoB, a M0CJIe CHIIBHOTO (DU3UYECKOTO HAMPSKEHUS — B TEUEHUE HECKOJIBKUX JTHEH.
Ha xomone Bce cumnTomMsl ycrimBaroTcs. 110 pOBHOM MECTHOCTH B YMEPEHHOM TEMIIE
O0osbHOM MOXKeT Tpobexarh 60—70 M, mocje yero Oer CTaHOBUTCSI HEBO3MOXKHBIM H3-32
cmaboct W OOJMM B MBIIIAX HOT, OO0MEeH ycTramocTH. MKPOHOKHBIE MBIIIIIBI
YBEJIMYHUBAIOTCS B 00HEME U CTAHOBSITCS TJIOTHBIMU Ha OIyTh. Kak nmpaBuiio, BOSHUKAIOT
BETCTATUBHBIC HAPYIICHUS: Taxukapaus, obmel runepruapos. Cwma, Tpoduka u
(GYHKIIHS BCEX MBIIII B TIpeiesiax HOpMbI. [ myOokue pediekchl CHIDKEHBI. XapaKTepHast
0COOCHHOCTh OO0JIE3HM — HEBO3MOXHOCTh PA30THYTh Majbllbl MOCJIE MOBTOPHOIO
CUJIBHOTO CKaTWsl KUCTU B Kynak. [locie 4—5 CuUIbHBIX CKaTUM MANBLEB B KyJak
NOSIBJSIOTCS O0M B Crudarensx KUCTU U MAJbLIEB, W 3aTPYJIHSETCS UX pa3ruOaHue.
[Tocne 15 cuiibHBIX CKATUH BOZHUKAET MOJHAs 00Jie3HEHHAs cru0aTebHas KOHTPaKTypa
nanbleB (puc.l). CrubaTenn KUCTU U NaNbIEB CTAHOBATCS OMYXOJIEBUAHO B3IyTHIMU,
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OpIOIIKK MBI yKOpayuBalOTcs W yiuloTHstoTcsa. Yepes 20-30 MHUH CTaHOBHUTCS
BO3MOXXHBIM pa3rubaHue MajbleB, OOMU MPOXOJAT, HO CJIa0OCTh MBIIII] OCTAETCS B
TEYEHUE HECKOJbKMX 4acoB. llpu mnepkyccuu MBI MOJIOTOYKOM BBISBIISIETCS
JIOKaJIbHOE yTiyOJieHrne, KOTOPOE OCTaeTcs B TeueHune 2—4 ¢ (MHOTOHOIIOOOHBIN POBHK )
(puc. 2, cM. 3-10 mosocy 06510kH) [21]. Bropoe npixaHue — XxapakTepHbIM KITHHUYECKHIA
npu3Hak 3Tod Oosie3nu. [locne cma3ma, yepe3 5 MUH, BO3MOXKHO MOBTOPHOE CIKATHE
KHCTH B KYyJIaK C 4Ype3MepHbIM HampsskeHueM. [lpum umemuyeckom tecte (0OJIBHOU
CKMMaeT Tpylry CUTMOMOHOMETpa MpPU HAJOKEHHOW Ha €ro IJe40 MaHXETKe ¢
naBiaeHueM Bozayxa 10 200 mm pT.cT.) 00M, cnasm, ci1aboCTh M OMyXaHUE MBIIII]
HACTYMAIOT paHblle (uepe3 4—5 cKaTui MajblleB B KyJAaK) U CUJIbHEE BBIPAXKEHBI.
[ToMmuMo KJIacCMYECKOM KIMHUYECKOW KAapTHUHBI, MOTYT HaOMIOAAThCS W JIpyrue
nposiBiieHust [16]: HekoTopele ManmMeHTsl HWMEKOT OYEHb JIETKME CUM IITOMBI,
IPEICTABICHHBIE «yCTaJOCThIO» MBILII] WU IJIOXOM BBIHOCIMBOCTHIO, 0€3 KpaMIlu U
MUOTJIOOMHYpHUH; Y Jpyrux OOJbHBIX BBISABISIETCS TOJBKO IPOTPECCUPYIOIIAs
MblIlIeyHas cnadocts. Kak mpaBuio, y Takux Nari€HTOB MUOIMATHS HAUMHAETCA B OYEHB
no3aHeM Bo3pacte [17]. 3. Onucanbl ciaydaud ¢ TSAXKEIOM, OBICTPO MPOTPECCUPYIOIICH
c1a00CTBIO MBIIIIL, KOTOPasi BO3HUKAET Cpa3y MOCIE POXKICHUS, C TSKEION IbIXaTeIbHON
HEJI0OCTATOYHOCTHIO U CMEPTHIO B TeUeHHE 4 Mec nocie poxkaeHus. Juddepenumanbbiin
JIMArHo3 MPOBOAMUTCS CO CIHEAYIOIMMH Oosie3HAMU: Ne(UUUT KAPHUTHUHIIAJIBMUTHI
tpancdepassl 1I; agebunur Bcex amun-CoA npermaporeHas; nedunmt amuia-CoA
JErHIpOreHas ¢ O4YeHb JJIMHHOM YIJIEPOJHOM LENbl0; KAPHUTUHOBAs MUONATUS;
muoTonuss Tomcena; mnonumuo3ut. I[latodusuonorus. brokupoBanue pacnaga
[JIMKOT€HA OTPAaHWYMBACT pPEaKIUU B IHUKIE TPUKAPOOHOBBIX KHCIOT, 3aMEIJISET
ckopocTh oOpazoBanusi HAJ/IH (HUKOTHH-aACHUH-TPUHYKICOTHI) U yYMEHBIIAET €ro
JOCTYI JJIsl TIpOllecca OKHUCIUTENBHOTO (ochopummpoBanus; HapyliaeT BbIPAOOTKY
ATO® xak npu aHadpOOHOM TITUKOTCHOJIU3E, TaK U 3a cYeT ruaponusa pochokpearrna, a
TaKXKe€ 3a CUET OKHCIUTENBHOTrO (HOCPOPMINPOBAHMS, YTO IMPUBOJUT K UpPE3MEPHOMY
noBbiieHni0 ypoBHs AJI® Bo Bpemsi Harpy3ku. M30brTouHoe oOpasoBanue AJ[D,
BbI3bIBa€T MHrUOMpoBaHue Bcex ATd-a3, KOTOpele 00€CNEeUMBAOT MEMOpPAHHBII
TpaHcnopT MOHOB. MurubupoBanne Ca-ATd-a3pl cHukaeT 3PPEeKTUBHOCTh PabOTHI
KaJIbLIUEBOI'0 HACOCA, YTO MPOSBIISIETCS MPU3HAKOM JIJIMTEIIBHOTO MBIIIEYHOTO CIa3Ma.
Nurubuposanne Na, K-AT®-a3 cumwxkaer spdextuBHocts Na, + K-HacocoB, 4to
OPUBOJUT K HM30BITOYHOMY MOBBIIIEHUIO BHEKJIETOYHOTO Kalus, K HEBO30YIMMOCTH
CapKOJIEMMBbI, YTO MPOSBISETCS TUIHWYHBIM MPU3HAKOM MBIIIEYHON YTOMIISIEMOCTH.
I'enetuka. Onucano 6onee 100 pasnuyHbIX MyTanuii (HOHCEHC MYTAIlMH, MHUCCEHC
MyTaluy, JAeNIelud, MYyTallid B caiiTaXx ciuiaiicuara) B reHe Muodochopuiiassl,
KapTupoBaHHOM Ha xpomocome 11ql13 [18]. Bce myranum BhI3BIBAIOT OJIOKUPOBAHUE
pacmajna IJIMKOreHa B MBIIIIE, OJHAKO HE OBbUIO OOHApY)XEHO KOPPENSLUU MEXIy
reHotunioM u penotunom. Hanbosnee vacras B EBporne HOHCeHC-MyTaIus pu 060J1€3HU
Mak Apnns 3akntouaercsa B 3ameHe nuto3uHa Ha TuMUH (CGG to TGG) B kogone 49 ¢
3aMEHOM aMHUHOKMCIOT apruHuHa Ha Tpuntodan [19]. HacnemoBanue ayTOCOMHO-
peueccuBHoe. OmnucaHbl CEeMbH C TMCEBAOJOMHHAHTHBIM HaclieqoBaHueM (Opak
TOMO3HUTOTHI C TE€TEPO3UTr0TOI). OMUCAHO Yy OJTHOTO U TOTO € O0JIBHOIO HAJIMYUE JABYX
pa3HbIX MyTaIuii: B rene Mmuodochopuiasbl U B reHe ajenaTtiacaMmrutassl (cyyait «double
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troubley) [20]. uarnoctuka. Ha OMI', 3apeructpupoBaHHOi B MOMEHT HACTYTUBIIETO
crasMa MBbIIIIBI, PETUCTPUPYETCS SIEKTPUUYECKOE «MOIYAHHME»; IOCIE MNEPKYCCUHU
MBIl BBIABISETCS «MHOTOHOMOMOOHBIN» poBHK [21]. OTCyTCTBYeT NOBBIIICHHE
YPOBHSI MOJIOYHON W NTUPOBUHOTIPATHONW KHUCIIOT B BEHO3HOW KPOBH, B35ITOM BO BpEMsI U
MIOCJIE HILIEMUYECKOro TecTa. [Ipu rucCTOXMMUYECKOM U OMOXUMHUYECKOM HCCIIEJOBAHUU
MBIIILBI BBISBIIAECTCS YPE3MEPHOE HAKOIUIEHUE TJIMKOI€Ha B MBIIIEYHBIX BOJIOKHAX W
CHIDKCHHE aKTUBHOCTH MbleuHol Qochopunaser [21]. Muornobunypust mocie
Harpy3ku u nosbiiieHne KOK B mokoe u, 0co6eHHO, BO BpeMs U mocie (pusndeckoi
Harpy3ku. [[ns Tounoil nuarHoctuku HeoOxoaum JIHK ananu3 ¢ nenpio oOHapyXeHUs
mytanu B reHe muodocdopunasel. 31P-MPC (dbochopHas mMarHUTHO-pe30HAHCHAs
CHEKTPOCKOMNUS) MBIl MO3BOJSET AUMArHOCTUpPOBaTh O0j€3Hb Mak Apmist 1o
HapyLICHUsAM OSHEpreTuueckoro wmeradbonmusma muodochopunassl [22]. JleueHwue.
Wzanpun — crumynupyeT OeTa-apeHOpelenTophl (aKTUBAIUs aJCHUIATIHKIIA3HI,
yBenuuenne HAM®D). Butamun B6 — nmnpu  3TomM  3a00iieBaHMM  ypOBEHb
nupuaokcanbpocdaTta B MblIIax cHuxeH npuMmepHo Ha 80%. [ mpoOHOro nedyeHus
Oone3Hn Mak ApJuisl TakKe WCIBIThIBAIA PAa3JIMYHbIE MEIUKAMEHTHI, KOTOpbIE
MpUHUMAIHN BHYTPb ((HpyKTO3a, TIII0K03a, Cykpo3a 75 T, D-pubo3a BHyTpb o 15 r B 150
MJI (PU3MOJIOTHYECKOTO pacTBopa B TeueHue 7 auei [23]. dedpuuut pochodpyKTOKMHAZHI
(rmukoreno3 VII tuma — Gone3np Tarui). Knunuka. bonesns Tapym mmeer cxonHbie
KJIMHUYECKHUE MpOosiBIIeHUs ¢ Oone3nbto Mak Apnmsi. Berpeuaercst pexe. OTMeuaercs
J10Xask NIEPEHOCUMOCTh HUHTEHCUBHOM (DU3MUECKOM Harpy3Ku, KOTOpasi CONPOBOKIAAETCS
pPa3BUTHEM MHUAITUNA, KpaMIld, CAa0OCTH MBIIII, WCYE3AIOIIMMH IOCTe OTHAbIXa, U
AMU30UYECKON MHOIIOOMHypuen. B otnuuue ot 6one3nu Mak Apist y OONBHBIX
UMEETCs: KOMIICHCHUpPOBaHHAsI T€MOJINTUYECKAash aHEMHUsSl C TUIEepOMIUpyOHMHEMHUEU U
PETUKYJIOUUTO30M. Mmuanrum W KpamMmou CONPOBOXKAAKOTCA TOIIHOTOM, PBOTOW,
OOMOPOKOM U CIIy4arOTCSl SMU-TIPUTIAJKUA, TUMepKpeaTuHKuHazemus [24]. deHomeH
«BTOpPOE JbIXaHWE» W MHUOTJIOOMHYpHUsI HAONIOAAIOTCS pexe, 4yeM mpu Oose3Hu Mak
Apns [1]. TlomuMo BbIIIE ONTMCAHHOM KJIACCUYECKOW KIIMHUKH, HaOMI01at0TCs O0JIbHBIC
C APYTMMH CUHAPOMaMHU CO CJHEAYIOIIMMU KIMHUYECKUMH MPOSIBICHUSAMHU: HAayauo y
MOJIOABIX B3POCIBIX, MEJJIEHHO MPOrpecCUpyolas ci1aboCTh MBI TPOKCUMAIbHBIX
OTJIEJIOB KOHEYHOCTEH MW TMOsICOB 0€3 KpamMmu WJIA MHUOTJIOOMHYpUH, T.€. UMEETCs
MUOTIATUSI; HAYaJI0 J0 2 JIET MOCJe POXKICHUS, TUMIOTOHUS (BSUTBIM peOEHOK) U OBICTPO
nporpeccupytonias gpataibHas MUONIATUS C MIPU3HAKAMU MOPAXKEHUSI TOJIOBHOT'O MO3ra;
reMoJiuThyeckas popma 6e3 mpu3HaKkoB mopakeHus MbI ['eHeTuka. ['eH MbIieuHON
dochodpykroknHazel (MODK) kapTrpoBan B xpoMocoMHOM paitone 12q13. Onmcano
6onee 20 myrtanumii B reHe MODK. HacnenoBanue ayrocomHo- pereccuBHoe. boie3Hn
nposiBiisieTcss B romo3urore. OTMeyaeTcsl reHeThYecKas TeTeporeHHoCTs Oone3nu. He
O0OHapyKEHO KOPPENALNN MEXIy TeHOTUIIOM U ¢eHoTurnom. Jluarnoctuka. Takxe kak
npu Oonesnn Mak Apmis npu DOMI-uccrnenoBannn oTMedaeTcss OMORIEKTPUUYECKOE
«MOJYaHUE» BO BpeMs CrHa3Ma MbIIIIbL. BBIABIAIOTCS MHOTEHHBIE/HEBPOTEHHBIC
u3MeHeHust Ha OMI'. OTCyTCTBYET NOBBIIEHUE YPOBHS MOJIOYHOW ¥ TUPOBUHOTPATHON
KHCJIOTBI B BEHO3HOM KPOBH, B3ATOW BO BpPEMS M IOCJE UIIEMHYECKOTO TecTa. meercs
YBEIMYEHNUE TJMKOT€HAa M CHWKEHHE akTuBHocTh MOPOK B Mbllne npu
TUCTOXMMHUYECKOM M OMOXMMHUYECKHM HCCIIEIOBAHUU, MHUOTJIOOUHYpPHS, MOBBILICHUE
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aktuBHocth KO®OK wu npyrux 5H3UMOB B KpoOBH (mocie (U3HUECKHMX HArpy3oK),
runepOunupyounemus, petukynounto3. JIHK aHanu3 HeoOXoaum aJid yCTaHOBJICHUS
tounoro auaruosa.31 P-MPC (dbochopnas MP crekTpockomusi) MBIIIIEI TO3BOJISET
JIMarHOCTUPOBaTh 00J€3Hb Tapyd MO HAPYIIEHUSM SHEPreTHYECKoro meradonmsma
dochodpykrokunazsl [22]. debunut dochormuneparkunaspl (OI'K). ['mukorenos 1X
tuna Kiunuka. [lepunur OI'K  Berpedaercs peaxko MW MOXKET MPOSIBISTHCS:
M30JIMPOBAHHOM MHUOIIATUEN WIIM TOJBKO T€MOJUTHYECKOW AHEMHEN WIIM COYECTAHUEM
MHUOINIATUHU, T€MOJIUTHYECKONM AaHEMHH M TMOPAXEHHUS TOJOBHOIO MO3Ta € 3a/IepKKON
YMCTBEHHOTO pa3BUTHS, MPUIIAJKaMU WIA HWHCYJIbTAMH M PEIKO — COYETAaHUEM
MuonaTuu, sHuedanonatuu ¢ napkuHcoHusMoMm [20]. Omnwucana pasutas ¢opma
MHUOIATUH Y MY>KYMH B Bo3pacte 15, 18 u 31 roga, KoTopble KajaoBajlucCh Ha IJIOXYIO
NEPEHOCUMOCTh TSDKEJOW (U3MUECKOM Harpy3kud. Y HHUX BO BpeMs (QU3NYECKUX
yIPaKHEHUN TOSBISUTMCH MUAITHH, CIa00CTh MBIIII, KpaMIu U MUOTJI00uHypus. BHe
IOPUCTYNIOB OHM ObLIM 370poBbl. ['eHeTHKa. bone3Hp Hacienyercs Mo perecCUBHOMY,
CLEINIEHHOMY C X-XpOMOCOMOM TUIy. | '€H KapTHpOBaH B XpOMOCOMHOM panione Xql3.
Onucana ToukoBast mytanusi B rene @I'K, koTopas oOHapyx)uBajiach B X-XpOMOCOME
BCEX TKaHEH (KJIETKH KPOBH, IEUEHH, MBIIILA U Jp.), Kpome crepmbl. OgHako aeduuut
OI'K MOXET KIMHUYECKH HE MPOSBIATHCA (0€CCUMITOMHOE HOCUTEIBCTBO MyTAHTHOTO
reHa). Jluarnoctuka. Bo BpeMs MIIEMUYECKOTO TeCTa YPOBEHb MOJIOYHOW KHCJIOTHI B
BEHO3HOW KpOBHM HE moBblmaeTcs. [lpu OMOXMMHUYECKOM HMCCIEIOBAaHWU B MBIIILE, a
TaK)Xe B SPUTPOIUTAX, JTIEUKOIIUTAX, TPOMOOLIMTaX U KyIbTUBUPOBaHHBIX (hriOpobdiacTax
KoM oTMeuaetcsi cHkeHne akTuBHOCTH PI'K. KDK B kpoBu nosbiiieHa a0 2000 ex, a
Bo BpeMs npuctyma — 10 50.000. Aramm3 JIHK HeoOxoaum a1 TouHoro auarsosa. 31P-
MPC wpImnbsl  103BOJSET AUATHOCTHPOBATH ASTOT TJIMKOTE€HO3 IO HAPYIIECHUSM
SHEPreTUYECKOTO MeTabos3mMa dochormuiepaTKiHa3bI [22]. Hedunur
dochormuneparmyraszpl (OPI'M). I'mukorenoz X twna KivHMKa W reHeTHKa. DTOT
TJIMKOTE€HO3 KpaiiHe peako Bcrpewaetcss [20]. Omwmcanbl OoibHBIE (MYXKYUHBI U
KEHIIUHBI) B Bo3pacte 1 7-52 neT, y KOTopbIX 00J1€3Hb MPOSBISIACh MUAITHSIMU, KpAMITU
1 MUOTJIOOMHYpHEH (peaKO) MOCIE MHTEHCUBHOIO (PM3HUYECKOTO HAMPSKEHUS B TEUEHUE
kopoTkoro mnepuoga. I'en ®I'M kaptupoBan B XpOMOCOMHOM paiione 7pl2-pl3.
Hawubonee pacnipoctpanennas myranusi, R49X. Her koppensuuu Mexay r€HOTUIIOM U
¢denotunom. Hacnenosanue ayrocomHo-peneccuBHoe. OmnucaHa ceMbsi C HOBOM
mytanueil B reHe @PI'M ckeneTHOW MbIIIbBl Yy MaHU(ECTHOM TreTepo3uroThl. B
XpPOMOCOMHOM paiioHe 7pl2-7pl3 oTMeuanach TOYKOBasl MyTaiusi, 3aMeHa TyaHUHA HA
aneHuH B mo3unmu 209 (BMECTO TJIMIIMHA CHUHTE3UPYETCsl acmaptar B KojoHe 97).
HacnegoBanue B JaHHOM Ce€MbE MPOUCXOAWIO IO ayTOCOMHO-PELIECCUBHOMY THILY.
Juarnoctuka. [locine MCKYyCCTBEHHOW HILIEMUHU MOSBISETCS KOHTPAKTypa MBIIIL, HO
COJIEpKaHME JTAKTaTa B BEHO3HON KPOBU MOKET HE3HAUUTEIHHO MOBBIIATHCS (B OTJIMYHE
OT JApPYruxX TJIMKOT€HO30B). [IpM THCTOXMMHYECKOM HCCIECIOBAHUU MBIIIIBI U
AIIEKTPOHHOM MMKPOCKOIHH OOHAPYKUBACTCSI HE3HAYUTEIFHOE YBEIUUYCHHUE YPOBHS
riikoreHa. [Ipu Ouoxumuyeckom aHanuse — cHuxkeHue aktuBHOCTH OI'M 1 noBbilieHNE
IJIMKOTeHa B Mbliie. B OuonTate MbIIIBI 0OHAPYKUBAIOTCS CKOIUICHHS TPyOOUeK
(tubular aggregates) [20]. bone3nu HakoImjeHUsS JIUNUIOB — JUOUA03bI ONHCaHBI
CIEAYIOIIME MYTH PACIICIUICHHS >KUPHBIX KHUCIOT B MUTOXOHJApHUAX [27]: HapylieHus
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TPaHCIOPTA JUIMHHOLIENIOYEYHBIX >KUPHBIX KHUCJIOT B MUTOXOHAPHUAX I OKUCICHUS
(mepuuut xapHuTHHA, KapHUTUH-TIaNbMUTWITpaHcdepassl 1| wim 2 (KIIT 1 u 2) u
KOMOMHHpOBaHHasi HenocTtaToyHOocTh KapHuTHHA W KIIT); HapyumieHus yTtwidzanuu
MUTOXOJIPHAIIBHBIX CyOCTpaToB (IehUIUT CyOBEIUHUI] MUPYBATACTUIPOTCHAZHOTO
KoMIuiekca U ammi-CoA neruaporeHas), y4yacTBYIOIIMX B O€Ta-OKUCICHUU >KUPHBIX
kucnot. lepunut kapauruna. Kapuutunosas muonatus Hagano B 1r060M Bo3pacte oT
7 no 52 net. bonbHBIE MPEABABIAIOT KaJ00bI HAa TUIOXYIO MIEPEHOCUMOCTh (hHU3HUECKOM
Harpy3Ku, NOBBIIIEHHYIO YTOMJIIEMOCTb, 00JIM B MBIIII[AX KOHEYHOCTEN U TYJIOBUIIA BO
BpeMs U 1ociie (pU3nuecKoi Harpy3Ku, MbllIeuHyto ciabocts. Ha pannelt ¢asze 6oneznu
BbIABIISIETC qU(y3Has Jerkas WIM yMEPEHHas Ccil1aboCTh C aKLEHTOM Ha MBIIIIbI
Ta30BOI0 M ILJIEYEBOro mnosca. Her mapanuueil, OTCYTCTBYIOT JIOKaJIbHbIE MBIIICYHBIE
aTpoduu u nceproruneprpopun Moi. ['myOokue peduekcsl coxpanensl. Ha panneit
(aze 60JIe3HN HEPEKO YCTaHABIUBAIOTCS JUATHO3bl: MUACTEHUS, MUO3UT W UCTEPHUS.
B noznneit ¢aze Oosie3HH MbllIeyHas ci1aboCTh HApacTaeT, yCUIMBACTCS MOSICHUYHBIN
n0pa03, OOJILHOM MOJHUMAETCA C I0Ja, UCHOJb3ys mpuembl ['oBepca. I'myOokue
pedaekcnl cHkaroTcs. AHanu3 KpoBH U ypoBenb KOK B npenenax Hopmbl. Ha no3nuei
¢daze MOryT ObITh YCTAHOBJICHBI TUArHO3bI — MbIIIIEYHAsE AUCTpOdus U, HanboJiee YacTo,
MOJIMMHUO3UT. BoJie3Hb KIMHMYECKHM M T€HETHYECKM TeTeporeHHa. OmnucaHa cemMbs C
ne(UIIMTOM KapHUTHUHA C OKyJI0(papuHreaabHbIM (DEHOTUIIOM ¢ HayajaoM 00JIE3HU OKOJIO
50 ner. Y OOJIBHBIX MOCTENEHHO MOSBISUIMCH nucdarus, NTo3, B pAAe clydaeB Oblia
Hapy>kHasg O(TanbMOIUIETHs, MBIIIEYHAs CIa00CTh IUIEYEBOIO M Ta30BOro Mosica. JTO
OPUBOJMIIO K TSDKEJIBIM JIBUTATEJIbHBIM HapyLIEHUSM. B MbIe KapHUTHH PE3KO
CHWXEH, BCTPEYAINCHh BOJIHHCTBIE KPACHBIE BOJIOKHA, WU3MEHEHHBIE MHMTOXOHJIPHUHU.
Omnucana *eHIIMHA B Bo3pacTe 52 neT, MpexbsABIsionas kKano0bl Ha YTOMIISIEMOCTb,
3aTpyJHEHHOE JbIXaHue, audQy3Hble Muaaruud. bbula HckiIOYeHAa MUACTEHUS,
YCTaHOBJIEH JAMarHo3 — O0OJe3Hb COCAMHUTEIBHOW TKAaHM; MOCIE OHOICHUU MBIIILBI
YCTaHOBJIEH AMArHo3 1epMaToMuo3uT. Moria XoauTh ¢ O0JIbIINM YCUIMEM Ha KOPOTKHE
paccTostHUs ¢ ToMoIbto nanouku. [lonyyen xopommii 3pdext ot npennuszonona. [pu
BTOPO OMOINCHM MBILIIBI YCTAHOBJIEH AUATHO3 «Ae(PUUUT KapHUTUHAY. [locne neuenus
(kapautuH 5 1/ Cyr, npemHu3onioH 20 Mr dYepe3 JeHb) — BBI3IOPOBJICHUE C
HOpMaJIM3ale Xoap0bl. Y ChIHA U JOYEpPH — MOBBIIICHHAS YTOMIISIEMOCTb, MUAJITUH,
neurut kapHutuHa B MbImie [29]. Ilatorenes. JKupHble KHUCIOTHI MOCTYHAKOT B
CKEJIETHYIO MBIIIIY, ABJISISICH CyOCTpaToM Uisi OKUCIEHUS KaK B IOKOE, TaK M MpHU
¢usnyeckoit Harpyske. OKuUCIEHHE S>KUPHBIX KHCIOT C JJIMHHOW 1enbio (Oera-
OKHUCJIEHUE) MPOUCXOAUT B MATPUKCE MUTOXOHJApUH. TpaHCHIOPT IIMHHOLIETIOYEYHBIX
KUPHBIX KHUCJIOT B MHUTOXOHIAPHM  OCYLIECTBISETCS KAPHUTUHOM, KOTOPBII
CHUHTE3UpYETCs] B MEUYEHH, 3aTEM MOCTymnaeT B MbIIy. CBOOOAHbBIE KUPHBIE KUCIOTHI
tpanchopmupytorcs B ammi-CoA ¢ nomompio  anuia-CoA  geruaporeHas #, B
MOCJEAYIONIEM, COCUHSIIOTCS C KapHUTUHOM. 3aT€M KOMIUIEKC KapHUTUH-anmi-CoA
IUTIOC HEUTPAJIbHBIM KUP TPOXOIAUT dYepe3 HapyKHYI0 MEMOpaHy MHUTOXOHIPUN C
IOMOIIbIO 3H3UMa KapHUTUH nanbmutomnrpancdepaza (KIIT I), a 3arem uepes
BHYTPEHHIOI0 MeMOpaHy ¢ nomoiibto 3H3uMa KIIT 2 u npoHnkaeT B MUTOXOHIPUATIbHBIN
matpukc. B Marpukce wmuToxonapun anwi-CoA  IUIFOC  HEWTpalbHBIA  JKHUP
BBICBOOOKIAETCs 17151 OeTa-OKUCIeHUs ¢ oOpa3oBaHueM aneTuia-CoA, KOTOPBI SBISETCS
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cyOcTpaToMm IS ITMKIIa TpUKapOoHOBBIX KUCIOT Kpabca ¢ mocneayronum 06pa3oBaHUEM
AT® B KJeTKe, a KApHUTUH Bo3Bpamaercs B Mpimny [29, 30]. Auarnoctuka. Cioyyai
KapHUTUHOBOM MUOMNAaTUU (OJTHO W3 TEPBBIX OMUCAHUN C MOJHBIM BBI3IOPOBICHUEM
nocie npuema kapuutuHa) Obut mpencrasieH C. Angellini u coast. B 1976 1. [31]. ¥V
neBouku 10 neT ¢ MuomaTueit HeICHOM STHOJIOTHH, C TSHKEI0M C1a00CThIO MBIIIIIT Ta30BO-
OenpeHHoi 006J1aCTH, HEBO3MOYKHOCTBIO 0€3 TTOCTOPOHHEH TOMOIIU MOTHATHCS C KPOBATH
U CTyJia, OblIa JUArHOCTUPOBAaHA KApHUTHHOBas Muomnatus. [Ipu rucToXxumMuyeckom
WCCIICIOBAHUM MBIIIIIbI, TIPU OKPACKE YEPHBIM CYJAHOM U KpacHbIM MaciioM ObLId
OoOHapy>KeHbl KaIlUIM JUIUAOB B MBIMIEYHBIX BOJIOKHaX l-ro tuma. Ilpu okpacke mo
I'omopu Tpuxpom, Ha ATda3zy u oxuciauTenbHble (PEPMEHTHI BBISBISIUCH MPU3HAKU
BaKyOJISIpHOW muonaTtuu. [Ipu 31eKTpOHHONW MUKPOCKOIHMH OTMEYAIOCh 3HAYUTEIIBHOE
CKOIUICHHE Karejab JKUpa BOJMM3M MUTOXOHApUM U Toa capkosiemmoit. [lpu
OMOXUMHUYECKOM HCCIIEIOBAHUN MBIIIIBI HAOIIOAANIOCh OTCYTCTBUE WM YMEHBIICHHUE
kapuutuHa. ['eH  kaptupoBaH B xpomocome  3p2l, HaciaegoBaHHE «— —
ayTocoMHopeneccuBHoe. Jleuenune. KapHuTrHoBas MuONIaTUs MOJTHOCTHIO PErPeCCUpPyET
nociie Ha3HaueHus L- kapautrHa B 103€¢ 100 Mr Ha KT Macchl Tea, mpeaHn3010Ha mo 20
MI 4Yepe3 JI€Hb W JIMEThl, COCTOSIIEH M3 CPEAHELENOYEUHbIX Tpuriauuepuaon. [lpu
CUCTeMHOM Jepuiute KapHUTHHA J103a npenapara coctaBiseT 100—400 mr/kr maccel
Tena BHyTpuBeHHO [32]. Hedbunut xapuutun-nansmutomnTpancdepassl II (KIIT II)
Knunuka. Henocratounocts KIIT Il BcTpewaeTcss HAMHOrO 4allie, 4eM HEI0CTaTOYHOCTh
KIIT I. ¥ HOBOPOKIAEHHBIX C 1€(PUIIMTOM 3TOTO 3H3UMa PA3BUBAETCS I'€HEPATN30BaHHAs
c1ab0CTh C TUMOKETOHEMHYECKOW THUMOTIMKEMUEH, MEYCHOYHOM HEJ0CTaTOYHOCTHIO,
KapJMOMHOIIATUEN U BHE3AIMHON CMEPTHIO. Y B3POCIBIX HA4ao 3a00JI€BaHUS B BO3PACTE
10-20 ner. Bexynuii KTMHUYSCKUN TTPU3HAK — MPUCTYIBI CUIBLHBIX 00JIel B MBIIIIIAX,
KpaMIld ¥ MHOTJIOOMHYpHs, KOTOPbIE BO3HUKAIOT TIOCIIE YMEPEHHOW JIUTEIHHOU
¢bu3nyuecKkoil Harpy3Ku, Ha XOJ0/I¢ WM MOCie nmpueMa 0oratoi >KupaMu MUIIY WK Ha
¢done ronoganus. [locie nmpucTymna MbBIIIEYHBIX 00JIeH pa3BUBACTCS CIA0OCTh, KOTOpas
perpeccupyer B TEUEHHUE HECKOJIbKMX 4YacoB. BHe OOJIeBBIX NPUCTYNOB HHUKAKUX
MpOSIBJICHU 0O0JIE3HM MOXET He ObITb. B IPOTHUBONONOXKHOCTH OOJIBHBIM C
[VIMKOT€HO3aMH, Yy MAallMeHTOB C HapYUICHUsIMHU JIMIIUJIHOTO OOMEHa CHMITTOMBI
MOPaKEHUST MBI TOSBIISIOTCS TOCJIE JUIUTEIHbHON yMEPEHHON (PU3HMUECKON HArpy3KH,
ocobeHHo Ha (one ronomanusi. Kpome TOro, camo MJIUTEIBHOE TOJOJaHUE MOXKET
BBI3BAaTh MUOTJIOOMHYPHIO; B TAKOM CJIy4dae, BO3MOXKHO MOpaKeHUE JIF000I MBIIICUHON
TPYNIbI, BKJIIOYas JbIXaTeidbHbie MBIl [14]. TlpeaBecTHUKOM MHOTIIOOMHYPUU
SABJISIFOTCS 007K B pabOTAIOIMUX MBIIIIAX, KOTOPbIE HUKOT/IAa HE COMPOBOXKIAIOTCS
peabHBIM YKOPOYEHHUEM BO BpeMsi OOJE3HEHHBIX CYAOPOT, YTO XapaKTEpHO Jis
[JIMKOTeHOo30B.  ['eHernka. HacneacTBEHHOCTH  ayTOCOMHO-penieccuBHas. ['eH
KapTHUPOBaH B XpOMOCOMHOM paiione 1p32. bone3Hs reHeTnuecku rereporeHHas c 12
paznuuHbiMu MyTanusiMu. B 60% ciaydaeB BCTpeuyarOTCss TOYKOBBIE MYTallMM B TE€HE,
koaupytomem KIIT II. Ilarorene3. brokaga Oera-okucieHUs WH3-3a HAPYLICHUS
TpaHCHIOPTa KUPHBIX KHUCIOT Yepe3 BHYTPEHHIOID MeMOpaHy MHTOXOHJIPUM.
Juarnoctuka. Jluarno3 ocHoBan Ha orcyTcTBUM KIIT II B roMorenaTax MbIIIIbI WU B
MUTOXOJIPUSX KYJIbTUBUPYMBIX (HUOP0OSIACTOB KOXKU (OMOXMMHUYECKOE UCCIEIOBAHNUE).
B moue — muornoOun (Bo BpeMs npuctyna). [Ipy rucToXxuMuueckoM HCCleJOBaHUU
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MBIIIIIBI, IPU OKPACKE KPACHBIM MACJIOM WJIM YEPHBIM CYJIaHOM OOHAPY>KUBAIOTCS KaIljIu
JUIHJIOB B MBIIMIEYHBIX BOJOKHax 1-ro tuma [30]. Jleuenune. OrpaHuyueHUe XKUPHOM
MWLM, JUETA, BKIFOYAIOIIas TPUTIIMLIEPUABI CO cpeaHel nenbto (0,5 T Ha KT Macchl Telna).
Psan aBTopoB wmcmonb3oBanu mpenapaT Bezafibrate, KOTOpbI OTYETIMBO YIIyHIIUI
OKHCJICHUE KUPHBIX KUCIOT B MUTOXOHPUAX CKEJIETHON MBIIIIIE Y 6 B3pOCIBIX OOIBHBIX
[33, 34]. Henocrarounocts Beex anui-CoA aeruaporeHas (riayTapoBasi alluaypus TUIa
II) Knunuka. I'nmyrapoBasg auuaypuss WIA HEAOCTaTOYHOCTH Bcex auui-CoA-
JCTUPOTeHa3 C YyIydlIeHHEeM Mocjie mnpueMa pubodiaaBHHA MOXKET HPOSBISATHCT y
HOBOPOXJECHHBIX U B3pociblX. MHpaHTUIbHBIA BapuaHT. CyLIECTBYIOT CEpACUYHBIE U
Ie4eHOYHbIE (POpMBI. 3a00IEBaHUE NTPOSIBIAETCS B IEPUOT HOBOPOKIECHHOCTH CUIIbHBIM
MEeTabOJIMYECKUM allUJ030M, PBOTOW, quapeel, TMMOINIMKEMHUUYECKUMU COCTOSIHUSIMM,
MBILLIEYHOM cJ1a00CThI0, THIIOTOHUEH, TOPOKaMU pa3BUTHSA (IIOJIUMKUCTO3 MOYEK). beicTpo
pa3BUBaeTCA TeNaToOMeraius, TunepTpopuyeckas KapJUOMUONATHS U apUTMUS,
3a/lepKKa IICUXMYECKOro pas3BuTusa. TeueHue mnporpeccupyromee. HaszHaueHue
puboduaBuna 100 Mr B AeHb yiydllaeT CUMOTOMATUKY W JETH MOTYT HOPMAaJbHO
pa3BuBatbcsa. Hegocrarounocts Beex anmin-CoA meruaporenas y B3pocibsix Bapuant 1.
VY B3pOCIBIX MHOYKECTBEHHAsI HEOCTATOYHOCTh anniI-CoA JNeruporeHas mnposiBiasieTcs
CUMIITOMATUKON OYEHb OX0KEN Ha CUMIITOMATUKY y 005bHbIX ¢ AedunuroM KIIT2 u ¢
cuHapoMoM Mak Apmns (rmkoreHos). Ilocne ¢gu3anueckold Harpy3Ku MOSBIISIOTCS
MUAJITHH, KpamIIi, cIadOCTh U MUOTTIOOMHYpHS. BOIbHON HE MOXKET MOAHUMATHCS IO
JIECTHULE M3-3a MBIIICYHBIX KpamIu, OJbIIKU U ciaadoctu. [locne ornpixa cocrosiHue
yiydmaercs. bone3Hb MOeT HadyaTbCsi B NO3JHEM JAETCKOM Bo3pacTte. Bapuant 2.
[IpokcumanbHass  MUOmaThsT €  NOBBILIEHHOM  YTOMJBIEMOCTBIO M IUIOXOU
NEPEHOCUMOCTHIO (PU3NYECKON HArpy3ku. Y Takux O0oJibHBIX nedunut Bcex anuia-CoA
JNETUAPOreHa3 MOMKET CONPOBOKIAAETCS BTOPUYHBIM CHUXKEHHEM KodH3uma Q-10 B
ckenetHoil Mmbimie Bapuant 3. IlomumuosutonomoOHbie GOpMBI ¢ MHAITHIMHA |
MBIIIEYHOU ciiabocThio [Ipumepst 2-10 u 3-To BapruaHTOB OoJie3HK My )k unHa3 6 me
T. B TedeHne 8 Mec MOCTENEHHO pa3BUJIaCh MeHepaln30BaHHas ciabocTh MbIl. [Ipu
OCMOTpPE — TeTpaIlierusi Co CIabOCThIO KeBaTeNbHbIX Mbliil. [loxynen Ha 14 Kr.
Yposens KOK kposu 2700 (nopma 150 M/E), noBeiien yposens JIJAI', AJIJ, I'TIT,
I'IIT 1 MOJIOYHOM KUCIIOTHI, KETOHOBBIE TEJbIA B KPOBU. | [OHMKEH YPOBEHb KAPHUTHHA
B KpoBH. [Ipu OMI" — muonarus. Ha OKI" — taxuxapaus. [lepBas 6uorcus: BakyosasipHas
MHUONATUSI C OTJIOKEHUEM JIUMUJIOB, JIETKOE CHI)KEHHE aKTUBHOCTH BceX auui-CoA
JETUPOreHa3, 0COOEHHO C KOPOTKOM M CpelHEed YIJIEpOJHOM IEenblo, YMEHBIICHHE
cozeprka HUSI KapHUTHHA U JIETKUE MTOBPEXKICHUS MUTOXOHApHI. Jleuenue: kapHUTHH 4
r/cyt, pubodnaBun 100 mr/cytr um npemnuzonioH 75 wmr/cyt. CocTosiHHE OBICTPO
yIyqIImiock. 3ateM puboduiaBuH OblT oTMeHeH. OnHako yepe3 6 Hex 00JIbHOM CHOBA
CTajg >KaJoBaThCA Ha CIAa0OCTh MBI M COCTOSHHE OOJIBHOTO TMPOrPECCHUBHO
yxymamanock. CHoBa ObUT Ha3HAUYCH prOOdIaBUH, 1 Yepe3 2 HeJl 9TH CUMITTOMBI HCUE3ITH.
JlBurarenbHasi aKTUBHOCTh HOPMAajM30Balach, OOJIbHOM MOCTOSHHO MPUHUMAI
puboduasun. [Ipu moBTOpHOW OHOINCUM — MMOKA3aTENH XUPOBOrO OOMEHA B HOpPME,
YPOBEHb KAPHUTHHA B HOPME U HET UBMEHEHNUI B MUTOXOHAPHUAJIBHBIX KOMILUIEKCax [35].
MyxdunHa25 neT. beicTpo pa3BUINCh MAIEHUE ANNETUTA, TOLIHOTA, PBOTHI, KAXK/A.
[Toxynen na 11 kr. XKanoObl Ha GonM B MBIIIIAX, MOBBIILIEHHYIO yTOMJISIEMOCTh U
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3aTpyAHEHHE MOAbEMa IO JIECTHULIBI. MOT XOJUTh TOJIbKO Ha KOPOTKHE PACCTOSHUSI.
Bckope B TeueHue 6 Mec nepectain MOAHUMATh PYKHU BBILIE TOJIOBBI U HE MOT yIE€pPKaTh
rojioBy. OOBEKTHUBHO: CJIa00CTh MBIIII €U U JIULA, MBI (GUKCUPYIOIIUX JIOMATKH,
HaJl- U IOJJOCTHBIX, J€IbTOBHU/IHBIX, ABYTJIAaBbIX IUIEY, ILIEH, a TaKke TazoBoro nosica. KK,
JIIT" HECKOIBKO MOBBIIEHBI, KAPHUTHH B CHIBOPOTKE KPOBH TaKke MOHMkeH. [Ipu OMI
— muonaTtusi. BUONCUS MBIIIIBI — BakKyoJsipHAas MHUONATHUS CO CKOIUICHHEM XKupa
(medunut Bcex amun CoA neruaporeHas, MPEUMYIIECTBEHHO C KOPOTKOW U CpeaHen
YIIACPOAHON IENbI0), MOBPEXKICHUEM MUTOXOHIPHUMA U NeUIUT KapHUTHHA. JleueHue.
Kapuutun 3 r B cytku, CoQ10 120 mr B cyTtku. YnydmeHnus He Obuto. JloGaBuimm
pubodasun 100 mr B cyTku. Uepes 6 Mec 00IbHOM CTal XOUTh, IOJJHUMATh PYKH, XOTS
ocTaBajiach 0OJIb B MBIIIIAX U YTOMIIAEMOCTb. OCOOEHHO CTpajjaii MBIIIIIBI TIJICYEBOTO
nosca. [loBropHas 6uoncus: cauxkenue aiut CoA nerunporenas. K jieuenuto qo6asiena
JIMETa — CPEIHELIETIOYEYHbIE TPUTIIULIEPHUIBI, & 3aTEM MPETHU30JIOH 8 MT B J€Hb. Takum
oOpa3oMm, OOJBHOW TOJyyad TMPEAHU30JOH § MI B JIeHb, CpPEIHELENOYECUHBIC
Tpurauuepuabl, puooduasud 100 mr B nens, L-kapautud 3 r B 1eHb. Kypc nedenus 5
net. [loutu nonHoe BeI3aopoBieHue [35]. Y neBouku(OTKpOBHOTOOpaKa)
1 3 1 e T nmonoctpo, B Teuenue 20 gHeH, pa3Bwinch AUQPQy3Has cr1aboCTh MBI,
MUAITUH, U O0JbHAs nepectana XoauThb. YpoBeHb KOK kposu — 538 M/E (Hopma tumy
(rens! kapTupoBanbl B Xpl5 u Xpl9, ToukoBas myrtanus, 3ameHa A Ha G B HyKJIEOTUE
518). lnarnocTtuka. B Mmoue u kpoBU HaOJI01ae€TCs YBEIMUECHUE TITyTAPOBOM KUCIOTHI. B
MBIIIE (M APYrUX TKaHSAX) OTMEUAeTCsl CHIDKEHHE aKTUBHOCTH BceX ainuiCoA
JETUJPOreHa3, MHOro CBOOOJHOIO JKMpa, BTOPHUYHO YMEHBILAETCS COAEpKAHHE
KapHUTUHA. [Ipy TrUCTOXMMHUYECKOM aHAJIM3€ MBIl HAXOAST BOJIHUCTBIE KpPACHbBIC
BosiokHa. Ha 31P-MPC (pocdopHoit MarHUTHO PE30HAHCHOM CIEKTPOrpamMMe) MOKHO
OOHapYy>XUTh U3MEHEHHUS dHEPIeTUYECKOro MeTaboIn3Ma, XapakTepHble i neduimra
arun-CoA neruaporenas [38]. Jns TouHoM auarHocTuku HeoOxommMm aHamus JIHK
(mytamus B rene ETFDH). Jleuenue. OTMedeH Moa0XUTEIbHBIN d(PeKT (yMEHbIIICHHE
MPU3HAKOB CEePACYHON HEJAOCTATOYHOCTH Y JAETe U NpeaynpexIeHHUe NPHUCTYIIOB C
O0OJIIMU U MHOTJIOOMHYpHMEH Yy B3POCIBbIX, a TaKXe perpecc Wi 3aMeJJjIeHue
IPOrpECCUPOBAHUS MHUOIMATUM Yy J€T€d W B3POCIbIX) IMOCHE JieYeHUs puboQIaBUHOM
100—400 mr B genb. OG0CHOBAHO TaK)K€ Ha3HAUeHHE KapHUTHHA. B ciyyae BTOpUYHOTO
camkenuss CoQ10 — wa3nadenue storo sH3uMa B go3e 500 mr B ngenb. IIpornos
oTHocuTeNnbHO OnaronpusatHeii [39]. Hedumur amun-CoA nperuaporeHas ¢ OYeHb
JUTMHHOU yryiepoaHou 1enbio Knunuka. Onucano 6osee 30 6onbHbIX. Havano B neTckom
U I0OHOIIIECKOM Bo3pacte. Hanboiee yacteie peHoTUIbl: cepaeunas Gopma ¢ daranbHOM
rUnepTpoUIecKoil KapaAuOMUoNaTHEN U TieueHouHass GopMa C TUTTOKETOHEMUYECKOMN
TUTIOTJIMKeMHUE HaOmrogaeTcss 'y jAeTeil. Muomnatudeckas (opma C mpuUCTynamu
MBIIIEYHOH CITA00CTHIO C MUANTHIMU U MUOTJIOOUHYpHEH mocie GU3nIecKoi Harpy3KH,
¢ T0OpOKaYeCTBEHHBIM TEUEHUEM OTMeUaeTcs y B3pocibix. Jleuenune pudbodaaBurom (40
Mmr/cyT), kapauTaHOM (100 MI/KT/CyT), THeTa — CpeNHENEeTIOYEYHbIC TPUTIIHIIEPUILI 0€3
s dexra. Onucana xenmuHa 71 roga ¢ AepUIUTOM OYEHBb JJIMHHOLEIIOYEYHON aliuii-
CoA nmeruaporeHasbl ¢ yJaydlllEeHHEM TMOCJE BBeIeHUs gaHTposeHa [25]. B Bo3pacrte 51
roJl OSIBUJIACh IJI0Xast IEPEHOCUMOCTh (PU3NUECKOI HArpy3KH, CIa00CTh U HAIIPSKEHUE
MBIIIIL KUCTEH MOcie yMepeHHOU (u3nueckoil Harpy3ku. Ilo3aHee ctanu BO3HHUKATh
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ANU30/(bl TEHEPAIM30BAHHBIX MHUAITHM, MBIIICYHOW C€IA00CTH W MHUOTIIOOMHYPUH,
KOTOpBIE CIIydaJIMCh C 4YacToToM 1-2 pasza B wMecau. Ilpm rucrosornyeckom
WCCIICIOBAaHNM — CKOIUIGHWE Kamlelb JKApa B MBIIIE, MPpH OHOXMMHUYECKOM
ucclieIOBaHUY (MMMYHOOJIOTUHT) — CHUYKEH ypoBeHb anui-CoA neruaporenas ¢ OJI11 B
¢ubpobmacrax koxu u aumbormTax [26]. Aramm3 JIHK — ToukoBast MmyTarus B reHe
anun-CoA neruaporenassl ¢ OJILl Ha xpomocome 17p32 (JAHK-ananu3) [25]. Ha 31P-
MPC (dbochopHOit MarHUTHO-PE30HAHCHOW CIIEKTPOTPAMME) MOXKHO OOHApYKHUTh
M3MEHEHUS, SHEPTETUUECKOT0 MeTaboIM3Ma, XapakTepHbIe s neduimTa BCexX aruii-
CoA nerunporenas [38]. Jleuenue gantposeHoM 1o 100 Mr aBakasl B IEHb MPUBETIO K
YMEHBIICHUIO YUCJIa aTaK U BHIPAXKEHHOCTU MUaiTuid. 3a 1 roj Obuta TOJIBKO OJ[HA aTaka
C TeHEpaJIM30BAaHHOW MBI IMIEYHOW CIabO0CThI0 U MUAIBIHSAMHU, 0€3 MUOTIIOOMHYPHUH.
JloGaBWIIM K JICYEHUIO JTUETY CO CPEeHEICNOUYCYHBIMHU TpUriniiepuaaMu. B teuenue 4
JIET IPUCTYIIOB CJIA00CTH U MUAJITHI OTMEUYEHO He ObL10. JIlaHTpOJIeH OKa3bIBACT BIUSHUE
HA TOK KaJbllud B MBIy ¢ TaKAM OOpa3oM OrpaHUYMBAET IMPOIIECC
BO30YK/I€HHSICOKPAILIEHUS MBIIIEYHBIX BOJIOKOH, YTO IIPEI0TBpaIIaeT padaomuoinus [25,

34].

JIutepatypa:

1. Abdurakhmanovich A. A., Akhtamkhon E., Alisherovich U. K. Pathogenesis,
Clinic and Principles of Treatment of Burn Shock //Eurasian Research Bulletin. —
2022. - T. 9. - C. 20-25.

2. Ruziboev S. A. et al. Results Of Treatment Of Acute Diffuse Purulent Peritonitis
Using Laparostomy //The American Journal of Medical Sciences and
Pharmaceutical Research. — 2020. — T. 2. — Neo. 11. — C. 66-71.

3. Avazov A. A. STRATEGIC ISSUES IN THE CONSTRUCTION OF NUCLEAR
POWER PLANTS //Conference Zone. — 2022. — C. 202-203.

4. Shakirov B. M., Avazov A. A., Umedov X. A. Peculiarities of hand burn treatment
in the conditions of moist medium //1SJ Theoretical & Applied Science, 04 (108).
—2022. - C. 289-291.

5. Erkinovich K. Y. METHODS OF EARLY SURGICAL TREATMENT OF
BURNS //Central Asian Research Journal for Interdisciplinary Studies (CARJIS).
—2022. —T. 2. — Ne. Special Issue 4. — C. 184-188.

6. Pysu6oes C. n 1p. BOSMOXHOCTU INPUMEHEHI T MUHUMHBA3UBHBIX
TEXHOJIOTYM B JIEUEHUU TAXKEJIOTO OCTPOI'O ITAHKPEATUTA

/[KypHan renato-ractposHTepoaorndeckux ucciegoBanuit. — 2020. — T. 1. — Ne. 2.
—C. 61-64.

7. ABA3OB A. A. u gp. KUYISHLARDA ERTA XIRURGIK DAVOLASH
USULLARI //’KYPHAJI BUOMEJIUIIUHBI Y TIPAKTUKH. — 2022. — T. 7. — Ne.
4.

187

—
| —



| Journal the Coryphaeus of Science Vol. 5 No. 4 (2023): Scientific potential

8. ABasoB A. A., XypcaHoB E. . V., Hlakupos b. M. KVJIHUHI YYKVYP
KYUNIINUHU OABOJIAIII TAKTUKACHU //Research Focus. — 2022. — Ne.
Special issue 1. — C. 35-42.

9. ArazoB A. A. u ap. AJUIOIUJVIACTUYECKASA T'EPHUOITVIACTUKA IIPU
VYIIEMJIEHHBIX BEHTPAJIbHBIX T'PBIDKAX //Monoaexs u MeIUITUHCKAS
Hayka B XXI Beke. — 2014. — C. 536-537.

10.JamunoB @. A. u ap. CUHAPOM KHUIIEYHONW HETOCTATOYHOCTH M €r0 KOPPEKIHS y

TsoKen0000xokeHHbIX //Kypran Heotnoxkuas xupyprust um. MU JIxanenmunze. —
2021. — Neo. S1. - C. 20-21.

11.Kapa6aes X. K. u 1p. I3yueHue 4aCTOThI ¥ BUIa CEPACUHOCOCYIUCTON MaTOJIOTUN

y o6oxokeHHbIX //XKypHan Heotnoxuas xupyprus um. MU Jlxxanenunze. — 2021. —
Ne. S1. - C. 28-29.

12. lamuaoB ®. A. um gap. OcoOeHHOCTH JIe4eOHOTO TIUTAHWUS JUISI paHHEH
MPOPUIAKTUKA KETYJOYHOKHIIEYHBIX OCJIOKHEHUU y 000x0KeHHBbIX //KypHan
Heotnoxnas xupyprus um. U Txanemunze. — 2021. — No. S1. — C. 21-21.

13.ABazoB A. A. u np. ITATOT'EHE3, KJIMHUKA, ITPUHIUIIbI JIEUEHUA
OXXOTI'OBOI'O IIOKA //Becthuk Hayku u oOpa3oBanus. — 2021. — Ne. 3-2 (106).
—C. 99-102.

14.YcanoB XK. P. Y. u ap. Bo3M0XXHOCTH JUArHOCTUKH U JIEUEHUS OCTPOTO TSHKEIOr0o
naHkpeatuTa //BectHuk Hayku u obpazoBanus. — 2021. — Ne, 3-2 (106). — C. 103-
106.

15.Avazov A. CLASSIFICATION OF FACTORS INFLUENCING THE
EFFECTIVENESS OF PERSONNEL ACTIVITIES IN [INDUSTRIAL
ENTERPRISES //International Finance and Accounting. — 2019. — T. 2019. — Ne.
5-C.17.

16.Mukhammadiev M. et al. INDICATORS OF ORGAN DEFICIENCY
DEVELOPMENT IN ACUTE PANCREATITIS //InterConf. — 2021. — C. 738-753.

17.Gulamov O. M. et al. Modern methods of diagnosis and treatment of barrett
esophagus //Doctor’s herald. — 2020. - T. 2. — C. 94.

18.Abduraxmanovich A. A. et al. POSSIBILITIES OF APPLYING MINIMALLY
INVASIVE TECHNOLOGIES IN TREATMENT OF SEVERE ACUTE
PANCREATITIS //[CENTRAL ASIAN JOURNAL OF MEDICAL AND
NATURAL SCIENCES. —2021. — T. 2. — Neo. 3. — C. 246-249.

19.Ruziboev S. et al. TREATMENT OF ACUTE ADHESIVE INTESTINAL
OBSTRUCTION WITH MINI-INVASIVE METHODS //InterConf. — 2021. — C.
768-773.

188

—
| —



Journal the Coryphaeus of Science Vol. 5 No. 4 (2023): Scientific potential

20.Abdurakhmanovich A. A., Furkatovich A. R. Methods of early surgical treatment
of Burns //Web of Scientist: International Scientific Research Journal. — 2022. —T.
3. — Ne. 6. — C. 528-532.

21.11akupos B., ABazoB A., Xypcanos E. COMPREHENSIVE TREATMENT OF
PATIENTS WITH EXTENSIVE DEEP BURNS LOWER LIMBS
/[EurasianUnionScientists. — 2022. — C. 24-26.

22.ABazoB A. A., Jlxymarenmues III. II., UcmamoB H. K. JJTMAI'HOCTUKA
PA3JIMYHBIX ®OPM OCTPOI'O ITAHKPEATUTA //Monogexs u
menuuuHcKkas Hayka B XXI Beke. — 2014. — C. 535-536.

23.Gulamov O. M. et al. Modern methods of diagnosis and treatment of barrett
esophagus //Doctor’s herald. — 2020. — T. 2. — C. 94.

24.T'ymamoB O. M. u ap. Xupyprudeckas TaKTHKa IMPH TPbDKAX MHIIEBOJTHOTO
orBepctusa auadparmel /HAYKA W HWHHOBAIIMN B XXI BEKE:
AKTYAJIBHBIE BOITPOCHI, OTKPBITUA U JOCTWOKEHUA. — 2019. — C.
195-197.

25.babaxxanoB A. C. u ap. CoBepIiieHCTBOBaHUE METO/I0B FEPHU0A0JOMUHOIIIIACTUKU
IpU CUMYJIbTaHHBIX XUpyprudeckux 3adoneBanusax //[SCIENCE AND WORLD. —
2013. - C. 65.

26.babaxxanoB A. C. m ap. OnpenencHue MOKa3aHWN K DHIOBA3aIbHOW JIa3epHOU

koaryssiunu (OBJIK) MarucTpanbHbIX MOJKOKHBIX BEH MPU BapUKO3HON O0JIE3HU
//Hayka u mup. — 2016. — T. 3. — Ne. 6. — C. 25-28.

27.babaxxanoB A. C. u ap. AHaiu3 pe3yJbTaTOB METOJOB T€PHUOILIACTUKH TpU
OookoBbix  muodacumanbHbix  Aedekrax  kuBotra  //ITIPUOPUTETHBIE
HAITPABJIEHUA PASBUTUA HAYKU U OBPASOBAHUA. — 2018. — C. 137-
140.

28.Tyxraes XK. K. n np. CpasHurenbHasi OLECHKA JICYCHUs BAapUKO3HOH OOJe3HH
HwkHuX koneunocrei //JJOCTOXKEHUA BY3OBCKOU HAYKHU 2019. — 2019. —
C. 158-161

29.ToupoB A. C. u ap. IIpyuunHbl BO3HUKHOBEHMS PELUANBA BapUKO3HON 00JIE3HU
//SCIENCE AND WORLD. —2013. - C. 88

30.babdaxxanoB A. C. u ap. CpaBHeHue 3(p(EKTHUBHOCTH SHJIOBEHO3HOH JIa3epHOM

KOAaryJisiuy U TPAAUITMOHHOW KOMOWHUpOBaHHOM ¢uiebskTomuu //Hayka u mup. —
2017.—T. 1.—Ne. 5. - C. 85-87.

31.FOcynoB A. M. u ap. KoMOMHMpPOBaHHBI METOJ XUPYPIHUECKOTO JICUEHUS

BapPUKO3HOW 00JIC3HN HIYKHUX KOHEUYHOCTEH //MOOAeKb U MEIUIIMHCKAs HayKa B
XXI Beke. — 2017. — C. 391-392.

32.babaxanoB A. C. u ap. PE3YJIbTATBI DODOEKTUBHOCTU ITPUMEHEHU A
MAJIOMHBA3VMBHbLIX METOHAOB XHWUPYPTUMYECKOI'O JIEHEHUA

189

—
| —



Journal the Coryphaeus of Science Vol. 5 No. 4 (2023): Scientific potential

OCTPOI'O XOJIEUCTUTA Y BOJIBHBIX TTOXHNJIOI'O BO3PACTA //Hayka
u Mup. —2017. —T. 1. — Ne. 5. — C. 82-84.

33.Tyxraes XK. K. CPABHUTEJIbHASI OLIEHKA OIIEPALIMNY TIAHUEHTOB C
BAPUKO3HOM BOJIE3HBIO HMXXHMX KOHEYHOCTEM //Mononexs u
meaunuHckas Hayka B XXI Beke. — 2014. — C. 597-598.

34 Mycragakymos 1. b. u np. AMNIOTIC MEMBRANE-AS AN EFFECTIVE
BIOLOGICAL WOUND COVERING //Y3BEKCKHNM MEJUIIMHCKNN
XKVYPHAIJIL —2021. — Ne. SPECIAL 1.

35.Mycragakymos U. b. u ap. SURGICAL TACTICS IN CASE OF ISOLATED
INJURIES OF SMALL AND LARGE INTESTINE //Y3BEKCKUU
MEJINIMUHCKUU XKXYPHAJL —2022. — T. 3. — Ne. 2.

36.Mustafakulov I. B. et al. Evaluaton of the effectiveness of multi-stage surgical
tactics for liver damage //World journal of advance healthcare research. — 2020. —
T. 4. — Ne. 3. — C. 264-266.

37.Alisherovich U. K. et al. EVALUATION OF THE EFFECTIVENESS OF MULTI-
STAGE SURGICAL TACTICS IN SEVERE LIVER DAMAGE //Research Focus.
—2023. - T.2.—Ne. 1. - C. 312-318.

38.Alisherovich U. K., Rashidovich S. H., Ugli K. Y. E. OUR EXPERIENCE IN
CONSERVATIVE TREATMENT OF SPLEEN INJURY IN CLOSED
ABDOMINAL TRAUMA //Research Focus. —2023. — T. 2. — Ne. 1. — C. 319-325.

39.Shakirov B. M., Avazov A. A., Umedov X. A. Peculiarities of hand burn treatment
in the conditions of moist medium //1SJ Theoretical & Applied Science, 04 (108).
—2022. - C. 289-291.

40.Mycradakymnos U. b. u np. OPTIMIZATION OF INTENSIVE THERAPY FOR
BURN SHOCK //Y3BEKCKNW MEJUIIMHCKNN XYPHAJL. — 2021. — Ne.
SPECIAL 1.

41 .MycradakynoB U. b., Kamanos T. K., Paxmarosa JI. T. MoxaynbsHOe oOy4eHue B
MOATOTOBKE CHEIUAIMCTa C BBICIIUM CECTPUHCKUM OOpazoBaHuEeM //3710pOBbeE,
nemorpadus, dkoiorusi GUHHO-yropckux HapoaoB. — 2017. — Ne. 4. — C. 18-19.

42.XamxubaeB A. M., Mycradaxynos . b. CoBpeMeHHOE COCTOSIHUE U HEPEIICHHbIE
po0OJIeMHbIE BONPOCHI IUAarHOCTUKU M TAaKTUKU JICUEHUS TSKEJIBIX TOBPEXKICHUN

’KUBOTA TIPU cOYeTaHHOU TpaBMe //BecTHUK 3kcTpeHHOM Menuiuabl. — 2011, — No,
4.—C.77-81.

43.Tamkenbaesa 3., Mup3aeB P., ApunoB C. CoBpeMeHHOE COCTOSIHHE MPOOJIEMBI
HPOTHO3UPOBAHUS PAa3BUTHS U TEUYEHUS paHHEH MOCTUH(APKTHON CTEHOKapAuu
/[Kypuan mpobsembr 6nonorun u meauiuael. — 2015. — No, 2 (83). — C. 183-185.

190

—
| —



Journal the Coryphaeus of Science Vol. 5 No. 4 (2023): Scientific potential

44 TamkenbaeBa 3. u ap. Mapkepsl TUNEpypUKeMHH Kak (aKTOp pucka Hu

MIPEAUKTOPHI CEPIICIHO-COCYIUCTHIX 3a0oeBanuii //JKypHan mpobieMbl OHOI0THN
u MeauuuHbl. — 2016. — No. 2 (87). — C. 191-194.

45.Xacamwxkanopa @®. O. u gp. 3HAYMMOCTH TUIIEPYPUKEMUU U
KOPPUTUPVYIOIIAA TEPAITMA AJIJIOITYPUHOJIOM U TUBOPTUHOM B
KOMIUJIEKCHOM  TEPAIIMM vV BOJIBHBIX  CTABUJIBHOU
CTEHOKAPI[HEPT //Momnoaexs u meauimHckas Hayka B XXI Beke. — 2014, — C.
263-265.

46.XacamkanoBa @. O. u ap. ®DAKTOPBI BJIMAIOIIME HA JIUJIIATAIIAIO
JIEBOI'O KEJIYJIOUKA v BOJIBHBIX C HECTABWJILHOM
CTEHOKAPI[I/IEI;'I HATIPSAXKEHUSA //Mononexs n MmeauuuHCKast Hayka B X XI
Beke. — 2018. — C. 175-176.

47.T'anaeB A. I'. OcobeHHOCTH TeUECHUS UIIIEMHUYECKON 00JIe3Hb cep/illa B COUCTAHUU
C TMAaToJorued racTpoJlyoJieHadbHOM 30HBI Mamixypa AOayiamMaxMyaoBHA
Caitpunnunosa //3amecturens npencenarens oprkomutera. — 2016. — C. 381.

48.MupzaeB P. 3., Tamkenbaesa D. H., A6muea I'. A. [IPOTHOCTHUYECKUE
KJIMHUYECKUE MAPKEPHI TIOYEYHOM HEJIOCTATOYHOCTHU IIPU
METABOJIMYECKOM  CHUHJAPOME //Kypnan  kapauopecnupaToOpHBIX
uccaenoBanmii. — 2022. — Neo. SI-2.

49.Khasanjanova F. O. et al. Evaluation of the effectiveness of thrombolytic therapy
in men with acute coronary myocardial infarction in young age //Central Asian
Journal of Medical and Natural Science. — 2021. — T. 2. — Ne. 1. — C. 144-149.

50.Khasanzhanova F. O. et al. EVALUATION OF THE EFFECTIVENESS OF
THROMBOLYTIC THERAPY IN MEN WITH ACUTE MYOCARDIAL
INFARCTION IN YOUNG AGE //Archive of Conferences. — 2021. — T. 15. — No.
1. —C. 48-52.

51.TamkenbaeBa 3., HaceipoBa 3., MupzaeB P. Crpatudukaius XpoHUYECKOU
UIIEMUYECKON OONE3HU cepAla B 3aBUCUMOCTH OT METOJOB JTUATHOCTHKHU U TTYTH

ux jedenus //JKypHan kapauopecnuparopubix uccnegoBanuii. — 2020. — T. 1. — No.
3.—C.28-32.

52.XacamxkanoBa ®@. O. u np. M3meHeHne MapkepoB HEKpO3a KapIUOMHUOITUTOB Y
00JIbHBIX ¢ MH(APKTOM MHUOKap/ia B 3aBUCUMOCTH OT Bo3pacta //Matepuansl IV
Coe3na accouuany Bpaded SKCTPEHHOM MEIUIIMHCKUN MOMOITM Y30eKucTaHa.
Tamxkent. — 2018. — C. 13-14.

53.MyxumnuaoB A. U. u np. OCOBEHHOCTU IIUPPO3A IMEYEHM HA ®OHE
CAXAPHOI'O IUABETA //Monoaexp u meaunuHckas Hayka B XXI Beke. —
2014. - C. 227-228.

191

—
| —



