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rIIOMepyJIOHe(pUT OBLT JAWATHOCTUPOBAaH HAa OCHOBAaHMM OYaroBOol  mpoiudepanud W U HaOyXxaHUsS
ME3aHTHAJFHBIX KJIeTOK. MemMOpaHo-TiponnepaTuBHbIE TIIOMepyITOHe(ppUTH OTHOCKIHCH K | Tumy (Hamboimee
pacnpocTpaHEHHOMY), P KOTOPOM OBUIM BBISBIEHBI SHIOTENMANbHAs Npoiudepanus, yTONIIEHHE CTEHOK
KaMWUBIPHBIX ~ TI€TeNb, MECTaMH  «JIamyaToCThb», MEPUIIOMEPYJSpHBIA  CKiepo3. Y  TalWueHTOB C
TpaHchopmanueit MemMOpaHo-TiporQepaTuBHOTO TIOMepyIoHeppuTa B GUOpOMIACTHIECKUI OBLIO ClIeNaHo
MIPEIIIOJIOKEHHE, YTO BBIABICHHBIE CTPYKTYypHBIC M3MEHEHMS B IOYKAaX BO3HUKIM, CKOpPEE BCEro, KaK HCXO[
OBICTpOTIpOrpeccupyromero riomMepyinornedputa. Mopdomorndecku  3TO TPOSIBISIIOCH THATHHO30M |
CKJIEPO3UPOBaHHEM KIIyOOUKOB, B OZHOM U3 CIy4aeB - MPAKTHYECKH CyOTOTATIbHOM, CHHEXHMSIMU C KarcCyJIon
Iymmsaackoro — boymena. Bo Bcex ciydasx 3aduKCHpoBaH BBIPaKEHHBINH TyOyIO-MHTEPCTHIINATHHBIN
KOMITOHEHT - JmMdonmHas W MakpodaragbHas HWHQWIBTPAITAS CTPOMBIIUCTpOPHUCUIECKuE M aTpodUUICCKHe
W3MEHEHHUS! B KaHAIbIaX.

[Maupentam ¢ ME3aHTHONPOIN(PEPATUBHBIM  [JIOMEPYIOHEQPUTOM MPOBOJMIACE  TEparus
KOPTHKOCTEPONIAaMH, ¥ 2 - B COYETaHHE C ceaHcamu IuiazMadepesa. Uepes 2 mecsma y 2 MaueHTOB yIaloCh
JIOCTHYL TMONHOM,y 4- wacThuHOi pemuccuu. llpm  mMeMmOpaHOnponudepaTuBHBIX TIOMepyloHedpHUTax
MPOBOJMIN TEPANHIO HUTOCTATHKAMH( CAHAUMMYH, TAKPOJIUMYC, IMKIOCTIOPHUH, MUPOPTHK), y 3 - B cOUCTaHHE
¢ KoptukocTepoumamu. Hammydammii 3¢ ekt ¢ qocTHKeHneM TONMHON KIMHUKO-Ta00paTOpHOW PeMHUCCHU OB
JNOCTUTHYT MO HCTEYeHHIO 4 MecsALeB JICUCHHS Yy 3 MNalMEHTOB,IIOJIyYaBIIMX TEPANUI0 CAHAUMMYHOM. Y
MalMeHTa, MOJMyYaBlIero TaKpOJUMYC, Oblia TOCTUTHYTA YacTHYHAs PEMHCCHS, JIeYeHUE MPOJODKEHO. Y 3
NAIMEHTOB, MOMYYaBIIMX MU(MOPTHK U LUKIOCIOPUH, TE€paneBTHUECKU 3PdeKT oTcyTcTBOBaN : 2 M3 HHUX
NepeBEACHBl HA TEPAIMIO0 CAHAUMMYHOM, B TOM 4HCie, | - ¢ 04aroBbIMU (PUOPOIUIACTHYECKUMHU N3MEHEHUSIMH.
[Mamment ¢ auddy3abME GUOPONMITACTHUECKUMH HM3MEHEHUSMH IIEPEBECH Ha IOYEYHO-3aMECTUTEIBHYIO
TEpaIuio METOJIOM IEPUTOHEATFHOTO IHANN3A.

JleueHne TO KIMHUYECKUM (popMaM TIJIOMEPYIOHE()PUTOBIPOBOAAT TOJNBKO MPH HEBO3MOXXHOCTH
BBITTOJIHEHHUSI OMOIICHHU MTOYEK.

BO3MOXHOCTU JUATHOCTHUKHU U JTEYEHUSA CUHIPOMA AJIBIIOPTA B
HE®POJIOT'MYECKOM KJIMHUKE
HM. Anoounvesa, M.A. [lybosuk, E.A. I'yy, M.A. I pywxa A.B. Jlecosas
XapbKOBCKU HALIMOHAJIbHBIN MEAULIMHCKUN YHUBEPCUTET
KYO3 «ObnacTHol KJIMHUYECKUH LIEHTp ypolioruu U Hedposorun uM. B. W. Hlamosanay

Cunznpom Anbnopra (HacjueICTBEHHBIH He(pHUT) 3TO HEMMMYHHas T€HETHYECKH J€TCPMHHUPOBAHHAs
HaCJIEJICTBEHHAs TJIOMEpYyJonaTus, OOyCJIOBIE€HHass MyTallMel TeHOB, KoAupymoomux KkomgareH |V tuma
0a3anbHBIX MeMOpaH, MPOSIBISIONIASACS TeMaTypuel, MPOrpecCUPYIONIMM CHIDKEHHEM MOYeYHbIX (DYHKIHH,
9acTO COYETAIOIIAsCS C MaTOJIOTHel ciyxa M 3peHus. PacpocTpaHeHHOCTh cuHIpOMa AJBIIOpPTa COCTaBIseT 1
ciyyail Ha 5000 HaceneHus. 2,3 MOYEUYHBIX TPAHCIUIAHTAMM HPOBOAUTCS MALMEHTAM C HACJIEICTBEHHBIM
Hepputom.ITo namaeiM R. Shaw u R. Kallen, wacrora myranuii cocraiusier 1 ma 100 000 HaceneHws.
Mopdonorndeckr BbISBISETCS UCTOHUCHHE M PACCIIOCHUE TIIOMEPYJIPHBIX Oa3zabHBIX MeMOpaH (0coOeHHO
laminadensa) ¥ HajaMuMe SIEKTPOHHO-TUIOTHBIX TpaHyd. XapaKTepHbl pa3BUTHE aTpodUHM KaHAJbLEB,
JUM(POTUCTHOIUTAPHAS HMH(DUIBTpAIUSA, HAIUYME "TIEHUCTBIX KIETOK" C BKJIIOYCHUSMH JIMIUIOB -
munodaramu.IIpn mporpeccupoBaHum 3a00JIeBaHUs BBISABISETCS YTOJIIEHHE M BhIPAKEHHAS JECTPYKIHS
0a3anbHBIX MEMOpaH KITyOOUKOB.

Kputepusamu nuarHoctnkamMu cuHApoMa AJBIOPTa SBISIETCS HaJHM4YME B KaKJOW CEMbE HE MEHee JBYX
OOJIEHBIX HedporaTHeld, reMaTypus Kak BeIyNIHMid CHMITOM He(PONAaTHH, TYTOYXOCTh XOTsI OBl y OJIHOTO W3
YJICHOB CEMbH, Pa3BUTHE XPOHUUYECKON MOYEYHOH HEJOCTATOUHOCTH Y OJHOTO POACTBEHHUKA U Oosee.MeTonoB
ceunpUUecKor Tepanuu JaHHOTO 3a00JieBaHUs HE CylIecTByeT. Bce JieueOHbIe MEpONPHUATHS TOJKHBI OBITh
HampaBJIeHbl Ha HOpManu3anuioo (GYHKIUM Todek.MccnenoBanus Moka3amd, 4YTO TOPMOHANBHAS U
WMMYHOCYIIPECCHBHAsl Tepanus Npu HacieAcTBeHHOM Hedpure manodddexrtuBHa. [lpu nanHOW matojoruu
WCTIONB3YIOT Mpenaparthl, KOTOPbIE YIydllaloT 0OMeH (BUTaMHUHBI, IMMYHOMOIYJISTOPBI, aHa0omuku).C 1enbio
He(POIPOTEKIINHU MIPU CHHAPOME AJBIIOPTa Ha3HAYAIOT MHTMOMTOPHI aHTHOTEH3MH MpeBpamaonero gepMeHTa
(uAIld) wm Onokaropsl penentopoB anruoreHzuHall.Hambonee osddexktuBHbIM MeToqOM  JeYeHHUs
HACJIEICTBEHHOT0 HEpUTa SIBIAETCS] CBOEBPEMEHHAs TPAHCIIAHTALUS [TOYKH.
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B Hedponornyeckoit knuHuke OONACTHOTO KIMHUYECKOTO IIEHTPAa YPOJIIOTHH U HE(PPOIOTHH HM.
B.W.1lIanoBaya Ha 06ciie0BaHUH HaXOAWIIOCh 11 ManMeHToB ¢ CHHAPOMOM AJBIIOPTa, Bo3pacToM oT 18-29 ner.
10 60BpHBIX OBUTH TIPEICTABUTEIH MY>KCKOTO TI0JIa i OJTWH — KEeHCKOro.JlmarHo3 ObIT MMOATBEPKIEH TeHETHKAMHI
MeIHUKO-TeHeTHUecKoro meHtpa.Cpean HaOmromaeMbix OOJBHBIX 66% MAllMEeHTOB HMMENO MECTO COYEeTaHHe
MATOJIOTHH MOYEK C TYroyxocTbio. ¥ 34% - skcTpapeHanibHbIE U3MEHEHHUS! COYETAIHNCh C MATOJIOTHUEH cllyxa U
3peHus.M3ydas xapakTep IpOrpecCHpOBaHUs HACIEICTBEHHOTO He(pHUTa MOKa3aJlo, YTO HEPEIKO Y IeTe mocie
9 ner x remaTypHuH HPUCOETUHIETCS IPOTEHHYPHS, CTEIIEHh KOTOPOH HapacTaeT ¢ Bo3pacToM OombHBIX. [locie
12 ner oTMeuanoch CHIKEHHE KIyOOUKOBOM (UIbTpalMi, a TMOBBILIEHHE apTepUaIbHOrO [aBICHUS U
MTOCTETIEHHOE TIOBHIIIIEHNE YPOBHSA KpeaTnHWHa KpoBH Hpoucxonmno mocie 14—15 mer. Cpenn HaOmMIOImaeMBIX
O6ompHBIX y 4 roHOomewW TepmuHanbHasXIIH nactymmma x 17-18 romam, 9ro moTpeboBano MpoBEIEHUS
3aMECTUTENILHON To4YeyHOl Tepanuu. M3 HUX ABa poaHBIX OpaTa MOJydYaloT NpOrpaMMHBIA remMonuanus. J[Ba
MalyeHTa Haxo[sATCsA Ha MEPUTOHEATbHOM Juaiu3e B TeueHHH 2 U § yeT. OgHOMY M3 HHUX IMPOHU3BEACHA
pOICTBEeHHas] TpaHCIUIAHTAIMsI TOYKM 7  Jer Ha3aa. Ha ceromHAmHWA JE€Hb COCTOSIHHE OOJBHBIX
yIOBIETBOPUTENBHOE. 3aMeCTHTENbHAs TIO4YeYHas Tepamusi ajaekBaTHa.Y 4 HaOmoZaeMbIX MalMEHTOB
HACJICICTBCHHBIH HEPpUT TpoTekas ¢ HedputudeckuM cuHapomMoMm. C  1enbi0  HeQpPONIpOTEKIIUU
HazHadamMChUALID. [lpryemM MBI OTMETHIIH, YTO TP CHUCTEMATHYECKOM WCIIOJIH30BAHUH JAHHBIX MIPETapaToB
Ha TPOTsDKEHUH 1—2 JIeT IpONCXOAMII0 YIyUIIeHHne KITyOOUKOBOH (DMIIBTPAIIN U CHIDKEHUE YPOBHS KpeaTHHUHA
KpPOBH, 4ero He HaOJIOIaIoCch NP HeperysipHoM npuMeHeHur UATID.Y Tpoux oOcieayeMbIX NalMeHTOB MbI
TUArHOCTHPOBAIN HeGPOTHUECKUNH CHHAPOM, Ipu KoTopoM kKpome HMAIID, cocymuctoit tepamuu, MPUMEHSITH
koptukocteponnbl.Ha ¢oHEe mTpoBOAMMON Tepamny OTMEYanach IOJOKHTENbHAS IWHAMHUKA CO CTOPOHEI
00IIIECOMaTHYECKOTO ~ CTaTyca, YyMEHBIIWINCh OTEKH, CTAOWIM3HPOBANIOCH apTepuallbHOE JaBJICHHE,
npoteunypus ¢ 11,7r/n camzunack g0 0,183r/1y 2 GONBHBIX, O CIEIOBON MPOTEMHYPHH - Y OJAHOTO MAIlMEHTA.

CrnemyeTr OTMETHTh, YTO Y JIMI[ MY’KCKOTO TI0JIa T€UCHHE CHHIpOMa AINBIOpTa Oojee TSHKEI0e U 3aBUCHT
OT CTETEHHU TMOPaXEHUH MOYeK W OT MX (YHKIMOHANBHBIX MOCIEACTBUIL.Y OONBHBIX KEHCKOrO IMoJia TEYCHUE
Oosiee OnaronpuaTHOE M OOYCIIOBICHO KaK MEHbIIEH HHTEHCUBHOCTHIO KIIMHHYECKHUX MPOSBICHUH HedponaTuuy,
TaK ¥ HETIOCTOSTHCTBOM COYETaHWUSI TJIa3HBIX U CITyXOBBIX aHOMAITHH.

[lepcrieKTHBHBIM HampaBIeHHWEM SIBISIETCA IMPEHATalbHAS TUATHOCTHKA W TeHHO-WHXEHEpPHAs Teparusl.
OKCIEpUMEHThl Ha JKHUBOTHBIX TIOKa3bIBAIOT BBICOKYIO A(QQEKTHBHOCTh IE€peHOCa HOPMAIBHBIX T'€HOB,
OTBETCTBEHHBIX 3a CHUHTE3 a-Tierel KoiriareHa [V Tuma, B OYEYHYHO TKaHb, TOCJIE YeTrO0 OTMEYAeTCS CHHTE3
HOPMAJTBHBIX KOJIJIAT€HOBBIX CTPYKTYP.

Cungpom AnpnopTa sBisieTCSl OOIIEKIMHHYECKOM Mpo0sieMoil, MpHBIEKaeT BHUMAaHHWE HE TOJIBKO
He(bponorm; n neauarpoB, HO W TEpalleBTOB, TI'€HCTHUKOB, TpaHCHHaHTOHOFOB.PaHHSIH JUarHoCTukKa
HACJIEJICTBEHHOTO He(ppuTa, CBOEBpEMEHHOE BBISABIICHHE HAPYIICHUH (PYHKIIMU TIOYEK TIO3BOJHUT CBOCBPEMEHHO
U aJeKBAaTHO MOIU(UIIUPOBATH JIEYCHHE OONBHBIX H MPEAYNPEIUTh pa3BUTHE OCIOXKHEHHH JaHHOTO
3a00eBaHusl.

COBPEMEHHBLIE NIPEJCTABJIEHUSA O MEXAHU3MAX PA3BUTUSA BEJIKOBO-
SHEPTETUYECKOM HEJJOCTATOYHOCTH Y MAIIMEHTOB C XPOHUYECKOHN
BOJIE3HBIO ITOYEK
H.M. Anoonvesa, M A. /[yoosux, E.A. ['vy, M.A. I pywxa, A.B. Jlecosas
XapbKOBCKUI HALIMOHAIIBHBIA METULIMHCKUN YHUBEPCUTET
KYO3 «ObnacTHol KIMHUYECKUH LEeHTp yposoruu U Hepposorun um. B. Y. lanosanay

HyTtpunmonHsle HapylieHHs SBISIIOTHCS OJHON M3 OCHOBHBIX HpoOieM YOOJNBbHBIX Ha 3aMECTUTEILHOM
nouyeyHoi Teparnuu (311T). [lanuenTsl, cTpagaronme XpoOHUIECKOH moyedHoi HepocrarouHocThio (XITH), yxe ¢
€€ paHHMWX CTaJAu{d HA4YMHAIOT CIOHTAaHHO OTpaHWYMBaTh moTpebieHne OenakoB. PacmpocTpaHeHHOCTH
HEJIOCTaTOYHOCTH MUTAHUA ¥ OOJBHBIX ¢ TEPMHUHAIBHOMN MMOUeUHOM HemocTarouHocTr gocturaeT 30-80% [2,4].
Psin aBTOpOB ycTaHOBWIIM, YTO CHHXKEHHOE MOCTYIUIEHHE OEJIKOB M HapyLICHHWE MX YCBOEHHS Ha JOIUATU3HON
craguu XITH compoBokmaeTcsi CHIYKEHHEM YPOBHS albOyMHHA B TIa3Me KPOBH, KOTOPOE Aaliee MPOTrPecCupyeT
[1,6]. ConeprxaHue B KPOBU allbOYMHHA - HAMOOJIBIIEH 110 KOJIHYECTBY (Dpakiuy OEIKOB, SBISICTCS BAXKHEHIITIM
WHIWKAaTOPOM BBDKMBAEMOCTH M cMepTHOocTH OonbHbIX ¢ XIIH, momywarommx 3aMecTUTENbHYIO
tepanuto.McCusker u coaBT. NPOJEMOHCTPUPOBAIN CBSI3b MEXIY YPOBHEM ainbOymMHHa B IUIa3Me KPOBH K
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