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OcCHOBHasI IPUYHMHA TIOCEIICHUS Bpaya Hedpoyiora — yxXyJIIeHUE COCTOSHUS 3I0POBbsl OOJILHOTO WITH
3axmoueHrne Ha MCOK mpu mepeocunmerenscTBoBanny. OTKa3 OT MOCEHMICHUS Bpaya — 3TO Yalle BCEro
HEOCBEJIOMIEHHOCTh 0 HEOOXOMMOCTH TAKHUX MOCEIICHHH, 1 HEOIaronprusaTHBIE CONMATEHO-OKOHOMUYECKHE
YCIIOBHSI.

Ha nmaHHBIH MOMEHT MOXXHO KOHCTaTHPOBAaTh HHM3KYH) NMPHUBEPKCHHOCTH MAIMEHTOB K PETYJIAPHOMY
00CJIeTOBaHUIO W JICYEHHIO, YTO TPEACTaBIsAET COOOM 3HAUMTENbHYIO MpolieMy, ocoOeHHO Ha (oHe
HEYKJIOHHOTO POCTa pPAaclpOCTPAHEHHOCTH CaxXxapHOro 1uabeTa, a CIIeJOBATENbHO M TUaOeTHYECKOM
He(ponatun. HeoOXxoauMo nanbHEWIee MPOCBEIICHUE 3TOM TPYMIbI MAlUEHTOB, T.K. TP HAJIUYUU BCEX
HEOOXOJUMBIX KOMITOHEHTOB ISl aMOyIaTOPHO-TIOIMKIIMHUYECKOTO HAOIIOACHUS 3TO €IMHCTBEHHBIN MyTh K
MPOJITICHUIO JIOMUATM3HOTO TIEPHO/Ia U COXPAHCHHS KaYeCTBA HKH3HH ATUX OOJIBHBIX.

CHUHAPOM AJIBIIOPTA B IIPAKTUKE HE®POJIOT' A
U TAKTUKA BEJAEHUSA HA TEMOAUAJIN3E
Komynesuu H. A., Tepewenrxo U. B., Onanuu C. A., Banxosckas T. JI., ’Kenesznuxosa M. A.
XapbKOBCKUI HALIMOHAJIbHBII MEIULIMHCKUI YHUBEPCUTET, I'. XapbKOB
KYO3 «ObnacTHO# KIHHAYECKHH IEHTp yponoruu u Hedponoruu um.B.W.111amoBanay, r. XapbKoB

Xponnueckast 6one3np mouek (XBII) - Hamuume CTPYKTYpHBIX WM (YHKIHMOHAIBHBIX MPU3HAKOB
MTOBPEXICHUS TOYEK CO CHI)KCHHEM WM 0e3 CHIDKEHHUS CKOpocTH KiyOoukoBoil (umbTparuu (CKO),
CYIIECTBYIOLUIMX B TEUCHHE TPEX MecALEeB M Oojiee BHE 3aBHCUMOCTH OT HO30JOTHYECKOI'O IMArHo3a.
[onstne XBIT BrmowaeT Bce (OpMBI MOpaKEHHsI TMOYEK JO PAa3BUTUS XPOHUUECKOW MOYCUHOH
HegocratognocT (XIIH), Bce cramun XIIH u Bce BapuaHThl 3aMecTuTeNbHOM nodyeyHor Teparnuu (3I1T):
reMOoJuann3, IEpUTOHEANBHBIN JUalN3, TPAHCIUIAHTALMs TPYITHON IOYKU U IMTOYKH OT KUBOT'O TOHOPA.

XpoHHnueckasi 00JIe3Hb MOYEK - 3TO COLMAIBLHO 3HauMMasi mpolieMa, OHa cTana O4YeBHUIHOM, KOraa
CTPEMHTENIFHO Ha4ajo BO3PacTaTh KOJIMYECTBO OONBHBIX C XPOHHYECKOH MOYEYHOH HEI0CTaTOYHOCTHIO,
MOCTYMAIOIIAX Ha 3aMECTUTENBHYIO IOYEYHYIO TEPAlHI0 METOAOM IporpaMMHOro reMmoxmanusa. XbII
ropa3fio Hame peructpupyrorcs y muin, nomydarommx 31T, crpamatommx caxapueim amadetom (CII),
aprepuanbHoi runeprensueii (Al'). B cBoro odepens, uccienoBanus 00ibHBIX, cTpanatommx CI u AT,
MoKazaiu, 4To ¢ pasBuTheM XbBII y HUX 3aMETHO BO3pacTaeT 4acToTa TSDKENBIX CEPAEYHO-COCYIUCTBIX
OCIIOKHEHWH, a PUCK CepIeYHO-cocyaucToi cmeptu no Hadama 3IIT B 20 pa3 Belme, dyem B oOmieit
HONyJIsIUU B3pociaoro HacesneHus. [Ipuuunsl pazsutus XITH - nepBudHOE MOpaykeHUE MOYEK: XPOHUYECKUI
TIIOMEPYJIOHe(DPHUT, XPOHHUYECKHN MHETOHEPPUT, aMHIIOUI03, MOJUKUCTO3 TOYEK; BTOPHUYHOE TOPaKEHHE
MOYeK MpH caxapHOM jauabere, CHCTEMHBIX 3a00JE€BaHUSAX COEAMHUTEIBHOM TKaHW, apTepHaIbHOM
THIIEPTEH3UH a TAK)KE HACIIEJACTBEHHBIX 0OJIe3HEH MOYeK cpelld KOTOPBIX CHHAPOM AJBIIOPTA MO JaHHBIM
pasIuYHBIX aBTOPOB cocrtaBisger mpumepHo 0,3-0,5% B CTPyKType MOYEHHON NATOJNOTHH W SIBIISETCS
NPUYMHOW yTpaThl MOYEUYHBIX (PYHKIMHA NPUBOIAIIMX K MEPEXOAW Ha INEPUTOHEANbHBIA IUalu3 MU
reMO/INAJIN3 B 3aBUCHMOCTH OT BBIOOpa MUIIEHTA.

[To mepe pa3BuTHA MEIWIMHBI W 3/PaBOOXPAaHEHMs HACJIEICTBEHHbIC OOJIE3HH COCTABISIOT BCE
00JIBbIIYIO OO0 B OOIIeH maroyioruu 4eioBeka. [lodToMy Bpauam 000 CHEMAIBLHOCTH IOCTOSHHO
MPUXOANUTCS JCYUTH OOJBHBIX C HACJEACTBEHHOW MAaTOJNOTHEH, XOTS MHOI'ME M3 HUX HE MOJ03PeBaloT 00
3TOM. MHOTHe Haclie/ICTBeHHbIE 3a00JI€BaHUs HE BCET/ia IMAarHOCTUPYIOTCS IaXKe B KIMHUYECKUX YCIOBUSIX.
3T0, B OMNpEJENICHHON CTENEeHH, U MOHITHO, IMOCKOJIbKY JMArHOCTHKA HACIEICTBEHHOM MAaTOJOTMH - 3TO
CJIOXHBIM U TPYJOEMKHUI IIpOLIECC.

TpyIHOCTH AMAarHOCTUKHU 3aKJIIOYAIOTCS B MHOIOOOPa3sHH HO30JIOTUYECKUX (OPM HACIEACTBEHHBIX
Oosesneit. Hexkotopeie dopmbl 3a0osieBaHni BCTpedaroTcs KpaiiHe penko. [la ¥ Bpay HE MOXKET aKTHBHO
BJIaJIETh BCEM 3allacoM 3HaHWI, HEOOXOAWMBIX JUIl JUarHOCTHKH HACJEAICTBEHHON maTonoruu. [loatomy oH
JOJDKEH 3HAaTh OCHOBHBIE NPHMHLMIIBI, KOTOPBIE TIOMOTYT €My 3aloA03pUTh HEYacTO BCTPEYAIOIIUECS
HACJIE/ICTBEHHbIE 3a00JIeBaHMs, a TOCJE JIOTOJHUTEIbHBIX KOHCYJIBTAMA W O0OCIIeI0BaHHS TOCTABHTh
TOYHBIA JUArHO3

brnarogaps  pa3BUTHIO TEXHOJIOTMM  JHalW3a U METOJOB MEAMKAMEHTO3HOW KOpPPEKIMH Ha
COBPEMEHHOM JTare, 3HAYUTEIbHO YBEIMUMIACh MPOAODKATENBHOCTh KXU3HU OONBHBIX C XPOHHUYECKOH
movyeuHoil HemocTaTouyHOCTHIO (XIIH), omHAKO aKTyaabHBIM OCTAeTCSl TIOBBIINICHHWE WX KadecTBa >KH3HHU
(KK)

CunzmpoM AJbnopra — TEHETHYECKH T'eTePOT€HHOE, HACJIEACTBEHHOE (Halle cueruieHHoe ¢ X-
XpoMOocOMOi) 3a0oiieBaHME, XapaKTEePHU3YIOIIEeCs YIbTPACTPYKTYPHBIMH W3MEHEHHUSMH TIIOMEPYIAPHON
6azanbHOl MemOpansl (I'EM), KnMHUYECKH MposBisAonieecs HEQPPUTUIECKUM CHHIPOMOM C TeMaTypued u
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HEPEAKO acCOIMUPYIOIIEECS ¢ CEHCOHEBPAJILHOM TIIyXOTOW M MOPaXEHUSIMH OpraHa 3peHusi. B Hactosiee
BpEMs HET MOJHOTO COTIAcUs O TOM CUUTATH JIM CHHAPOM AJIBIIOPTA OJHUM W3 BApUAHTOB HACJIEICTBEHHOTO
HedpuTa WIK PaCLEHUBATh 3TU TEPMHUHBI KAK CHHOHHUMBI.

Yacrora cuampoma Amnprnopra B CIIA cocraBmser ot 1:5000 mo 1:10000. Cuampom AnbmnopTa
SIBIIIETCS] MIPUUMHON TepMHUHaIbHOU modeyHol HenocraTtouHocTH (TIIH) y 2,5% neteit u 0,3% B3pocibix
(0,3 —2,3% cpemu Bcex marmento ¢ TITH B Esporie, Muann win Coeaunennbix IlItaTax)

B ocHOBe mOYeYHOW MATOJIOTHH JISKUT nedeKT HehuOpuumsIpHoro KosurareHa IV Tuma 0azanpHOM
MeMOpaHbl KITyOOYKOB U HapYyLICHHUE CTPYKTYPHI €€ — UCTOHUEHHE C YYaCTKaMH YTONILICHUS U MPOAOIBHBIX
pacmeryieHuil. I'ematypusi, o0si3aHHas 3TOM MAaTOIOTHH, COMPOBOKIAETCS HEMPOCEHCOPHON TYTrOyXOCThIO U
KOHYCOBUIHBIM BBIISIYUMBAHUEM XPYCTAJIHMKa (JEHTUKOHYC), KOTOPBIC Yallle BCEro IPOSBISIIOTCS y AETeH B
Bo3pacte 6—10 set. 3aboneBanne 00yCIOBIEHO Nepeaayeli MyTaHTHOTO T€HA, CBSI3aHHOTO ¢ X-XpPOMOCOMOH.
CunzmpoM Anbmopra TsDKeliee NPOTEKaeT y MYKYMH, M OHH YMHPAIOT OT MNpPOTrpPecCHpYIOLIETO
Hedpockiepos3a 10 30-1eTHEro Bo3pacTa. Y KXEHIIWH 3a00JIeBaHUE TIPOTEKAET ONaronpusITHES, U OHH MOTYT
JOXHBATH 110 I'TyOOKOH cTapoCcTH.

B ocHoBe 3a00neBanus yallle JSKUT TEHETUYECKUN NeeKT MPUBOIINI K MaToJI0ruu KojuiareHa [V
THIa, Bxoasmero B cocraB ' bM. Bo3MoxHa Takke U HaTOJOTUs F€HOB, KOAUPYIOIIMX HEKOTOPBIE ApYyrue
Oenku, HampuMep, TsHKemyro nenb [IA HeMblmedHoro Muo3nHa (CHHAPOMBI JmmTeitHa U DedTtHEp — CM.
Hmxke). B cocraB komarena IV Tuna Moxer BXOIUTh IIeCTh anb(a nenei (anbda-1 — anbda-6) u xkaxnas
MOJIEKYJIa KOJIJIar€Ha COCTOUT U3 TpeX TaKuX Liemneil.

B rmomepynsapapix 6azampHbIXx MeMOpanHax (I'BM) B3pocioro demnoBeka B OCHOBHOM HaXOIUTCS
a304a5-tpumep kosmarena tuma [V. CoemuHsisice Mexay coboit C-TepMUHANBHBIME KOHIaMH, o3a4aS-
TpUMEpPHI 00pa3yloT Mmaphl, KaXkas U3 KOTOPBIX, B CBOIO OYepE/lb, CBS3BIBACTCS C TPEMsI aHAIOTUYHBIMU B
obiactn N-tepmuHanu. B KoHEYHOM HWTOTE OOpasyercs cBoeoOpa3Has CeTh, BO MHOTOM OMPEIEISIONas
cBoiictea ['BM. Ota xe m3odopMa dYEeTBEpTOro THIA KOJJIareHa uMeeTcs B 0OaszaiubHBIX MeMOpaHax
JIUCTATBHBIX ~ KaHAIBIEB W COOMpaTeNnbHBIX TPYOOK, aNbBEONSIPHBIX OasalbHBIX MeMOpaHax W
cnennpuuecKux MeMOpaHax Tia3a u ynIuTku. HTepecHo, 4To B 3MOpuoHasHOM Tiepuoae B 'BM u Bcex
OCTaJbHBIX 0a3anbHBEIX MeMOpaHax HedpoHa mpeobmanaroT olalo2-alala2 xKomareHOBBIE CETH, KOTOPHIE
nocne poxaenus B I'BM mnocrenenno 3amematorcs o3o4a5-a3adad cersamu. alalo2-aSaSab-cetu
HaxXoIsATCsl Takke B kamcyle boymena (Ho He 'BM), GazanmpHbIX MeMOpaHax cOOHMpaTENbHBIX TPYOOK,
SMUIACPMHUCA U TIIAAKUX MBIIIII.

Iects reHoB KoyutareHa Tuna IV pacronoxeHsl TONapHO, BCTPEUHO 10 OTHOILICHHUIO K HAIPaBJICHUIO
cunthiBaHug Ha Tpex xpomocomax. I'enst COL4A1 COL4A2 pacnonoxensl Ha 13-if xpomocome. ['eHbl
COL4A3 n COL4A4 na 2-i1 xpomocoMme. I'ersr COL4AS u COL4A6 Ha mivHHOM Iiede X-XpOMOCOMBI
(moxyc Xq21.3).Cunapom Anbnopra, CUEIUIEHHBIH ¢ X-XpoMocoMoii — accounupoBa ¢ myTtauueit COL4AS
nokyca. CuHIpoM AJBIOpTa € ayTOCOMHO-PEIECCUBHBIM WM ayTOCOMHO-AOMHHAHTHBIM THIIAMH
HacnenoBaHua — accouuupoBaH ¢ MmyrtanusmMu COL4A3 u COL4A4 10KycoB, pacloyIOKEHHBIX Ha 2-i
xpomocome (Tabm.1).

CunzipoMm Anbnopra sBisieTcs OOMICKIMHAYECKOW MpoOJIeMOi, NpUBIIEKaeT BHUMAaHUE HE TOJIBKO
He(ppPOJIOTOB U TMEAUATPOB, HO M TEPareBTOB, TEHETUKOB, TPAHCIUIAHTOJIOTOB. PaHHsS JHMAarHocTHKa
HACJIE/ICTBEHHOT0 He(ppuTa, CBOEBPEMEHHOE BBISBICHHE HApymeHUH (YHKIUM [OYEK IO3BOJIUT
CBOEBPEMEHHO M  aJ€KBaTHO MOIM(HUIMPOBATH JiedeHHE OOJIBHBIX M MPEeayNnpeluTb Ppa3BUTHE
OCJIOKHEHHM JaHHOTO 3a00JIeBaHUs

IIYKPOBUM JIABET TA JJUCJIIIIAEMISI Y HAIIEHTIB HA TEMOIIAJII3I
Komyneeuu H. A., Tepewenxo I. B., lllxonenxo JI. 1., Micyna P. 3., Onanuy C. O.,,
HKenesnikoea M. O., Banxoscvrka T. JI.

K303 «Obnacuuii Hedpostoriunmii ueHTp ypouorii i Hedpoorii iM. B. 1. [llanoBanay, M. Xapkis
XapKiBCbKHI HAIlIOHAIBHUI MEJIMYHUN YHIBEPCUTET, M. XapKiB

B nmanuii yac Bce Oinblle 3MIIHIOETBCA TyMKa TPO TMAHIEMII0 XPOHIYHOI xBopoOu HHUpoK (XXH).
3axBOPIOBaHHS HUPOK 1 CEYOBUX IIUISAXIB MIOPIYHO MPHU3BOAATH /10 cMepTi mpubmmzHo 850 000 wonoBik i
3abe3neuytots 150 010 167 BumazakiB crilikoi BTpatu mpare3nataocti (3a manumu W orld Health Report i
Global Burden Disease project). Bonu 3aiimarots 11-¢ micle sk mpuurHa cMepTi 1 17-¢ sIK npruYrHa CTiHKOT
BTPATH IPaIe3aTHOCTI

[MuTaHHs MiarHOCTUKY 1 JIKYBaHHS XPOHIYHOT XBopoOu HHUpok (XXH) - 1e o7Ha 3 HaHBaXKIMBILIHX
npobnem cywacHoi Hedpomorii. XXH V cranii xapakTepusyeTbcs pPi3KMM 3HHIKEHHSIM BCiX HHUPKOBHX
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