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l. BBenenue
bonesnv @aopu (b®) unu d6one3nv Andepcona-Dadpu — HaCIeICTBEHHOE 3a00IEBaHUE,
OTHOCSIIEECs K TPYIIe JTU30COMHBIX Oonesneii HakoruieHus (JIBH), o0ycinoBiieHHOE CHUKEHIEM
WA OTCYTCTBHEM aKTUBHOCTHU (epMeHTa o-ranakro3uaassl A (ATAJD). deduuut dpepmenta
MPUBOANT K HAKOTUICHHUIO TIMKO(OCHOIUIHUIOB B IM30COMaX KIETOK PA3IMYHBIX OPTraHoOB,

BKJIIOUAs CEpJIe, IOYKH, HEPBHYIO CUCTEMY U SHAO0TEIHUI COCYI0B.

3a0osieBaHKE HOCUT MIPOrPECCUPYIOLINI MYIbTUCUCTEMHBIN XapakTep, XapaKTepu3yeTcst
CHIDKEHHMEM KauyecTBa U MPOJIOJDKUTEIHOCTH KU3HU. be3 cOOTBETCTBYIOIIErO JeueHus
CMepTEeIbHBIA UCXO, KaK MPaBUJIO, HACTYMAET Ha 4-5M JECSATUIIETHH KU3HU OT CEPICUHO-

COCYJUCTBIX, IIEpeOPOBACKYIISIPHBIX OCIIOKHEHUN WIIH TIOYEYHOU HETOCTATOUYHOCTH.

B® BnepBrie Obl1a onucaHa HE3aBUCUMO ABYMs Aepmarosioramu [lxonom ®@abdpu (1860—
1930) u3 I'epmanuu u Bunssimom Annepconom (1842—1900) u3z Aurnuu. B 1898 rony ®abpu
onucai 13-JeTHero MaJlbuuka ¢ HOQYJISAPHOU MypIypoi, y KOTOPOTO BIOCIEACTBUH PA3BHIIACH
anpOymunypusi. OH Ki1acCUGUIIMPOBaN JaHHBIN CiTydall Kak OJWH U3 BapuaHTOB 1uddy3HOI
aHTMOKepaToMbl. B aTOM ke roxy AHaepcoH onucan 39-I1€THEro My>KUlHYy C aHTHOKEPATOMOM,

MpPOTEeUHYypHel, neopMalusiMy NaNbLIEB PYK, BAPUKOZHBIM PACHIUPEHUEM BEH U TUM(OOTEKOM.

B 1947 romy Pompen et. al. onucanu aHoManbHbIE BAaKYOJId B KPOBEHOCHBIX COCYIax U
MIPEAMOJIOKIIIN, YTO 3a00JI€BaHNE OTHOCHUTCS K TpyIine 0osie3Held HakorieHus. B 1950 r.
ompezesieHa MPUPo/Ia HAKaIUIMBAEMbIX COeIMHEHUH. bblo moka3zaHo, YToO OHU MPEACTaBISAIOT
co6oii xxupsl. B 1953 r. Hornbostel & Scriba BiepBeie moaTBepAniIn Auaruo3 6osiesnu ®adbpu
MIpU TIPOBEICHUH OMoTIcuU KokH. 3areM Opitz ¢ coaBTopamu B 1965 roay onucanu tur
HacjeaoBaHus 3a0oeBanus, XoTs panee Wise et. al. (1962) Taxxe oTMeuann ceMelHbIi

xapakrtep 00Je3HH.

3abosneBaHue ObUIO OTHECEHO K IpyIlIe c(hUHIOIUINI030B Mociie onpeaeneHus Sweeley &
Klionsky cTpykTypsl HakamnBaeMsbIxX kupoB. B 1967 rony Brady ¢ coaBropamu oTKpbun
NEepBUYHBIN OMOXMMHUYECKHH NePEKT — HEIOCTATOUHOCTh LIEPaMUATPUIEKCO3/1a3bl (Ha3BaHHON
no3zaHee o-ramakto3ugasoi A). B 1970 roay Kint nokasan 3HaunTelIbHOE CHUYKEHHE aKTUBHOCTH
sTOrO (hepMeHTa B TKaH;AX nanreHToB ¢ bd. B 1989 roay Obli1 ceKBEHUPOBAH T'EH 0. -
raJlakTO31uJa3bl A, 4TO a0 BO3MOXHOCTB C IIOMOIIBIO F€HHO-NHXEHEPHBIX METOI0B

CHUHTE3MPOBATh IaHHBIN (PEPMEHT in Vitro U co3/1aTh PEepMEHT3aMECTUTEIBHYIO TEPAIHIO.

1. ONUAEeMHUO0JI0Tr U



B® oTtHOCHTCS K penkuM 3a0osieBaHusM. YacToTa 00JI€3HU B PA3TUYHBIX CTPAHAX BAPbUPYET
B mpokux npeaenax (ot 1 va 117 000 no 1 Ha 476 000 xuBbIX HOBOPOKA€HHBIX). YacToTa
HOBBIX cirydaeB b®, onieHeHHast Ha BHIOOpPKaX HOBOPOKJICHHBIX MaJIbUUKOB, COCTaBUJIA B
Wranuu 1:3100, a na Taiiane 1:2400. BepositHo, uyTo 60Jiee 6 pacripocTpaHEHHbBIM SBIISIETCS

JICTKOC, aTUIIMYHOC TCUCHUC b®c IMPU3HAKAMH ITOPAKCHUA OJHOT'O OpraHa.

[Tpu poBeIcHUU CKPUHKMHTA IPYIII BHICOKOTO PHCKA Y MYXXYHH U JKEHIIUH C PAHHUM
uHCYabTOM 110J11 B® cocraBuna 4,2% u 2,15%, COOTBETCTBEHHO, C TUIIEPTPOdHEH JIeBOTO
xKermymodka HesicHoro npoucxoxaenus — 0,9-3,9% u 1,1-11,8%, ¢ TepMuHAIBHOM TTOYEUHO

HegpocTaTouHOCTHIO — 0,33% 1 0,10%.

I11. Ilarorene3 u HacjieqoBaHue 32001eBAHNS
B® ob6ycnosnena myrauusamu B rene GLA, KoTopblil kKoaupyeT GEepMEHT o-rajlakTo3unazy A
Y HaXOAMTCA Ha JIUHHOM Iuieue Xq22. Anbda-ranakro3uaasa - GepMeHT, 00pa3yrouuiics B

HEZ0CTaTOYHOM KoJimuecTBe mpu cunapome dadpu.

Hacnenosanue b® X-cuemnnennoe. 'oMO3UroTHbIE MYy>KUYUHBI UMEIOT JE€PEKTHYIO X-
XPOMOCOMY, 4TO OIpEeENseT Kiaccuueckuil peHoTun Oose3Hu. OHU NepeiatoT MyTaHTHYIO

XpOMOCOMY TOJIBKO CBOUM JIOUEPSIM.

JKeHIHbBI reTepO3UroTHHI, UMEIOT OJIHY HOPMAJIbHYIO U OJHY e(peKTHYI0 XxpoMocomy. B
MOJIOBMHE CITy4aeB OHU Mepe/laloT MaTOJOTHYECKH I'eH CBOUM MoTOMKaM. TeueHue 00ye3HH y
HUX, KaK MPaBUIIO, YMEPEHHO-BBIPAXKEHHOE ¢ 00JIee O3 JHUM HAYaIoM, MeJIJICHHBIM
MIPOrPECCUPOBAHUEM U JIETKUMU KJIMHUKOMATOJIOTUYECKUMU U3MeHEeHUIMU. OTHAKO Pl

I/ICCJIG,HOBaHPII;'I IMPOACMOHCTPHUPOBAJIN TAXKEIOC TCUCHHUC 00/1e3HU U Y )KECHIIUH.

OCHOBHOM MeXaHHU3M, [TOCPEICTBOM KOTOPOT'O Y F€TepO3UTrOTHBIX JKEHIIMH Pa3BUBAIOTCS
CHUMIITOMBI, HEU3BECTEH, Y OOJIBIIMHCTBA U3 HUX UMEIOTCS [TOYTH HOPMAJIbHBINA YPOBEHb
LUPKYJIUPYIOIIEro (pepMeHTa, U CIIydailHbIi MTpoLecc HHAKTUBALUU X-XpOMOCOMBI 03HAYaeT,
YTO MX TKAaHU MO3aWYHbI, COCTOSIT KaK U3 HOPMAJIbHBIX, TaK U U3 AePUIUTHBIX KIeToK. Ha
JaHHBIM MOMEHT uJeHTU puLmpoBano 6osiee 400 MyTaruii, KOTOpbIe MPUBOJAT K 00JIE3HU

®a6p1/1 BoabIIMHCTBO M3 HUX SBISIOTCS YHUKAJIbHBIMU JJI1 KaXXJI0M CEMbH.

HCpBI/I‘{HLIM MMaTOreHEeTHYECKUM 3BEHOM OOJIe3HU (Da6p1/1 ABIIACTCA ,Z[C(I)I/II_[I/IT o-
rajJaKTo3uJa3bl A, KOTOpas B HOpMC OTHICIIIACT TepMPIHaJ'ILHLIfI OCTAaTOK O-TraJIaKTO3bI
OJ]HFOCE[XE[pPI,Z[HOﬁ OCIn HCﬁTpaHBHBIX T HI/IKOC(bI/IHPOJII/IHI/I,Z[OB. HenocraTouHOCTh (I)CpMCHTa
NPUBOJUT K HAKOIJICHUIO B JIM30COMAX HCPAMHUATPUTCKCO3U A (3H,[[0TCJ'II/I3.JIBHBIC u

TJIIaAKOMBIINICYHBIC KIICTKU COCYNOB, SIIUTCINAJIBHBIC U IICPUTCIINAIIBHBIC KIICTKU OOJIBIINHCTBA



OpraHoB) U JIUTaJIaKTO3UJILEpaMu/a (TIOUYKH, KAMEpBI CepAILia, LIEHTpaIbHAsi HEPBHAS CUCTEMA).
CunTaroT, YTO BO MHOTMX OpraHax, TAKUX KaK COCYIUCTbIN 3HIOTEINMN, MBIIIBI U [I0YKH,
JETIOHUPOBAHNE TITMKOC(HUHTOJIUIIHIIOB BHI3BIBACTCS MOBBIICHHBIM YPOBHEM UPKYIUPYIOIIHAX
JUIUI0B, KOTOPbIE HAKAIUIMBAIOTCS IyTEM aKTUBHOTO BcachlBaHud U AUPPy3un. B HepBHOM
CHCTEME TAKXKE ITPOUCXOIUT HAKOIIJICHUE ITI000TpHA03MIILIepaMy/Ia Yepe3 IPOHUIIAeMBbIi

reMaTod’HIePaATnIeCKuil 6apbep.

Haxkomiesne Gb-3 B KileTKe #3-3a
HepgocTaTka pepMeHTa
anbda-ranakro3ugasa A

HopMmanesHoe paciieninesue Gb-3
dbepmenTom ansda-ranakrosugasza A

: GL-3
GL-3 e
‘ ' GL-3
y AlfaGal « GL-3' (GL3
GL-3

GL-3 GL-3

Pucynox 1. Cxema naxonnenus yepamuompueexcozuoa npu b®.

IV. Kaaccnpuxanus
B® otnocutcs x JIBH, noarpynne chunronunuaozoB. C KITHHUYECKON TOYKU 3pEHUS
BbIAETSIOT 1B opMbl BD — kinaccuyeckyro (1e0r0T B 1IF00OM BO3pacTe, MyIbTUCUCTEMHOE
MOPaXEHHNE) U HEKIACCUYECKYIO (ITO3JHEE HAYaN0, M30JIUPOBAHHOE MOPAKEHUE OJJHON CUCTEMBI

OpraHoB: FOJIOBHOT'O MO3ra, Cep/illa WM MOYEK).

B GosbIIMHCTBE Cly4aeB y My>KYHH 3a00/IeBaHUE TPOTEeKaeT Oosiee Tsokeao. OObIYHO Yy
’KEHIIMH MEePBbIe CUMITTOMBI 3a00JICBaHuUsI MOSIBIISIFOTCS Ha 5-10 JeT mo3Hee, 4eM y My»KYnH
(Mehta & Ginsberg, 2005). IMTanueHTsl ¢ B® UMEIOT BHICOKUI PUCK CMEPTEIBHOTO HCXO0a OT

MOYCHYHBIX, CEPACUHO-COCYAUCTBIX U I_[Cpe6pOBaCKy.]IHpHBIX OCJIOKHEHHUIA.

V. Kaunnueckue IMPOABJICHUA



JKanoObl 1 aHAMHECTUYECKUE COOBITHSL:

®  OTSrOLIEHHBIN ceMeiHbIl aHaMHe3 (00JIM B KOHEUHOCTSIX, PAHHUE UHCYIIBTHI,
nH(apKTHI, XpOHUYECKas oueuHas HegocratogHoctsb (XITH) B cembe)

®  YyTOMJIIEMOCTH

e  Jenpeccus

®  aHTHMOKEpaToMa «HUXKE MOsCa»: Ha Aroaulax, NOsICHULE, TI0JI0BbIX OpraHax, Ha
HUKHUX KOHEYHOCTSIX

®  CHIDKEHHE CiIyXa, IIyM B yIIax

®  TOJIOBOKPYXECHHS

e 00JM B KUCTSX U cTONax (My4UTEIbHOE YyBCTBO MMOKAJIBIBAHUS UM TOJI3aHUS
MypalieKk B KOHEUHOCTSX, 00JIbllIe B KMCTSAX M CTOMAax (aKponapacTe3uu)

®  TIOBBIIIEHHE YYBCTBUTEIHHOCTH C JIOKAIHU3AIMEH B 00JJaCTH CTON U KUCTEH

e 0o0xM B cycTaBax KOHEYHOCTEH, Oeipax U TOJIeHsIX

e 0oseBble KPpU3bI (3TO XapaKTEPHOE OTINYHE OT JAPYTHX O0JEBBIX MOJIMHEBPOTIATHIA
TOHKHUX BOJIOKOH B 10Jb3y bD)

e 00JIU B )KUBOTE

e JIMXOpajKa HESICHOIO I'eHe3a

e  IUIOXAas IEPEHOCUMOCTb XOJIOJIA U JKapbl

®  THUIIO- WIM AHTUAPO3

e  XpOHMYECKas quapes

®  [IEPEHECCHHbIN UHCYIBT/UHCYIIbThI

®  [IPU3HAKU NOPAXKEHUS NOYEK (IPOTEUHYPHS], TOBBIIIEHUE CBIBOPOTOYHOI'O YPOBHS
KpeaTHHHUHA)

® [IPU3HAKU NOPAKEHUE CEPACUHO-COCYAUCTOMN cucTeMsl (6011 B cepale, nepedou,
n3menenus Ha JKI)

®  KaTapakra

L4 INIOMYTHCHHUC POT'OBUIIbI

Knuanueckue nposisiaenus npu b® mMoryt ObITh Uype3BbIYaiHO Pa3HOOOPA3HBIMH KaK Y JIHIL

MYKCKOTI'O, TaK 1 JKCHCKOTO I10JIa JaKC y YWICHOB OIHOM CEMBHU.

Buewinue ocobennocmu. I'eMu3uroTHeie MYXXYUHBI 4aCTO UMCHOT XapaKTepHLIfI BHEIIHUH
BU/, HAIIOMHUHAIOIIHM OOJIBHBIX C aKpOMCPaHHCﬁ — BBICTYIIAOIIUC Cyr[paOp6I/ITaJ'H:HBIC AYru u

JIOOHEIE 6prBI, BBICTyHAromiast HU>KHAS 4CJII0CTh, YBCIIMUCHHBIC FyGBI, 3araBuias IepeHocuLa.



Koswcnvie nposaenenua. AHTMOKEpaTOMbI IIPEICTABJIEHBI YETKO OIPaHUYEHHBIMU NAIyJIaMH
KpacHOT0, TEMHO-KPacHOTO, OOPA0BOTO, JIMJIOBOTO WJIH CHHE-4epHOTO 11BeTa pazmepom 0,2 - 1,0
cM. 00pa3yrolmecs U3 CKOIJICHUH OTAEIbHBIX KPOBEHOCHBIX COCY/IOB B BEPXHUX CIOSAX JEPMBI U
YTOJIIIEHHUE SIUAEPMUCa B BUJI€ TOBEPXHOCTHOTO runepkepaTo3a. Ouaru Ha Ha4aJbHOM cTaguu
IUTOCKHUE, 00JIee CBETIIOTO LBETA U JIerde MoAatoTcs cxaruto. C TeueHrneM BpeMeHH OHH
TEMHEIOT, CTAHOBATCS TBEPIKE U CJIErKa IPUIIOIHATHI HaJl HIOBEPXHOCTHIO KOKU. OOBIYHO OHU
pacIoyo>KeHbl CHMMETPHYHO B TIAXOBOM 0071aCTH, Ha STOAMIIAX, OeJpax U B 00JIACTH ITyIKa, Ha
nanoHsAx. EqMHIYHBIE aHTMOKEpaTOMBI MOTYT PUOOpETaTh BUJI €AMHUYHON aHT€OKEepaTOMBlI,
capkoMbl Kanoim, mMoreHHoi rpanysieMbl, TUTMEHTHPOBAHHOTO 0a3aIbHO-KJIETOYHOTO U
IJIOCKOKJIETOYHOTO paka B HEKOTOPBIX CIydasiX MeJIaHOMY. AHTHOKEPATOMBI MTPOSBIISIOTCS B
JIETCTBE U MOCTENEHHO C F0JIaMHU YBEIMUMBAIOTCS B KOJMYECTBE U B pazmepax. Moryr
BO3HUKHYTh TaK)K€ aHTHOJKTA3UH B CIAM3UCTON pTa U KOHBbIOHKTUBE. M3BecTHBI citydyan bD 6e3

aHTMOKEPaTOM.

Ilepugpepuueckan nepenasn cucmema. b® oTHOCUTCS K OOJIE3HECHHBIM MTOJTMHEBPOTIATHSIM. Y
narueHToB ¢ b® B 60—80% cirygaeB HaOrO1aeTCsl XPOHUYECKAs BRIPOKCHHAS, U3HYPSIOIIAS
HeBponaruyeckas 00Jb B KOHEUHOCTSIX. J{J1s 3TOM OO TUITMYHBI TaKHE YKaJI00bl, KaK
JUTTEINIbHAS JKT'ydast 00J1b, CTPEISIONIas MpoH3aroias 00Jb, 060J1b, T0100HAS ATEKTPUIECKOMY
paspsry, akponapecTe3nH — CIIOHTaHHBIE HETIPUATHBIC HEOOJIEBBIC OUTYIICHUS TI0 THITY
MOKAJILIBAHUS UTOJIKAMHU, TTOJI3aHUSI MypallleK B KHCTSIX U CTOTAX, aJUIOJUHUS — 00JIb B OTBET HA
HeOO0JIeBOI CTUMYII, THIIEPIIATHS — Ype3MepHas OoJieBasi peakiiysi Ha 00JIEBOM CTUMYJI, OHA
MOJKET OBITh KaK MEXaHHUYECKOM, TO €CTh 00JIb Ha MPUKOCHOBEHHUE KUCTOYKOM, BATKOH, TaK
TEMIEPaTypPHOH - IPU TEPMHUUECKOM BO3ACHCTBUH, ITPH TOBBIIICHUH TEMIIEPATYPHI
OKpyXkKarolei cpeibl. HekoTopble ManueHThl TAKXKEe OTMEYAOT JICICHSIIYI0 00Jb B 00J1aCTH

JIaJjoHe Ha MOPO3C€.

Kpome nocrosnHo# HeBponaTuueckoit 00 u akponapecte3uil ans bO tunuyusl 607eBbIE
KpH3bI, KOTOPBIE YaCTO BO3HUKAIOT MPU MEPEMEHE MOT0Ibl, IUXOpaAKe, PU3NYECKON HArpy3Ke,
CTpecce U Mociie IpueMa alKorojs. DTH 3MU30/1bl MOTYT BO3HUKHYTb Y JIMI] 000UX HOJIOB U
HayvaThCs yxe ¢ 1ByX JieT. [Ipu kpuze ®@abpu 60116 npuolOperaer 6ojiee MydUTEIbHBIN XapakTep,
MOKET UPPAAUUPOBATh U3 AUCTAIBHBIX OTAEI0B KOHEYHOCTEN B IPOKCUMAIIBHBIE, JUIUTCSA OT

HECKOJIBKUX CECKYH/ 10 HECKOJIbKUX HEACIIb U HC CHUMACTCA HAPKOTUYCCKUMHA aHAJIbI' CTUKaM H.

Tounslii MexaHu3M HeBpomnaTuueckoit 6o mpu b® ocraercs 70 KOHIIA HE U3YYEHHBIM.
[Ipenmomnaraetcsi, 4To OOJIb SABISIETCSA PE3YABTATOM CTPYKTYPHBIX TTOBPEKIACHUNA TOHKUX
HEPBHBIX BOJIOKOH B PE3y/IbTaTe HAKOIUICHHSI TII000TPHA03UIIIIEPAMHU/IA B AKCOHAX HEPBOB,

TaHTJIMAX 3aJHUX KOPCHIKOB U B vasa nervorum (J'IaT. COCYIbI HepBOB). D710 OoNIEBOM BapUaHT



MOJIMHEBPOTIATUHN TOHKHMX BOJIOKOH, Nepudepuyeckas HeBponaTuyeckast 00ib. Takke n3BeCTHO
o Kanpiudukanuu Tagamyca npu b® (ueHTpanbHas HeBponaTHiecKkas 00Jb PU MOBPEKACHUU

Tajamyca).

Hapywenue nomoomoenenusa. Y nauueHtoB ¢ b® yacto BCTpedaeTcss CHUXKEHUE WU
MOJIHOE OTCYTCTBHUE MOTOOTACNECHUS. DTU U3MEHEHUS CBSI3aHbI C HAKOTUICHHEM
11000 Tprao3MWIIlIepaMHIa B IOTOBBIX XKeJle3aX U B CTEHKaX KPOBOCHAOKAIOIIUX UX COCY/IOB, a
TaKOKe C MOPaKECHUEM BEre€TaTUBHBIX HEPBHBIX BOJIOKOH (BEreTaTUBHBIN BapUAHT

MTOJINHEBPOIIATHN TOHKUX BOJIOKOH). B penkux ciyuyasx HaOnogaeTcs runepruipos.

Llenmpanvnas nepsnas cucmema. b® MOXKHO OTHECTH K OOJIE3HU MaJIbIX COCYIOB (MaJIbIX
apTepuii u apTepuo). Y nanueHToB ¢ b® BHICOK PUCK pa3BUTHS TPAH3UTOPHBIX UITEMUYECKHUX
aTakK ¥ MILIEMUYECKUX/TeMOpparn4eckiux HHCYIbTOB YK€ B MOJIOJIOM Bo3pacTte. YactoTa
HWHCYJIBbTA cocTaBisieT 6,9% y myxxuuH u 4,3% y KeHIIUH. Y O0JBIIUHCTBA O0TBHBIX HHCYIBT
paszBuBaetrcs B Bo3pacte oT 20 10 50 e, B TOM 4uciIe y KaKI0TO MATOTO U3 STUX OOJIBHBIX - B
Bo3pacre 110 30 ser. ['eMopparnyeckuii HHCYJIbT Y MY>KYHH BCTPEYAETCS Yallle, YEM Y JKEHILMH.
VY 2/3 60AbHBIX UHCYIBT SBJSETCS CIEACTBUEM aTUITUYHOTO Te€UEHUs 00JIE3HH C
M30JIMPOBAHHBIM MOPAXKEHUEM COCYAO0B rojioBHOro Mo3sra. B 50% b® nebrotupyer ¢ MO3roBoro
uHcyabpTa. Benencrsue atoro b® crienyer noo3peBarh y Bcex O0JIbHBIX C pAHHUM Pa3BUTHEM
MHCYJIbTA aXe MPU OTCYTCTBUM OYEBHIHBIX MPUUUH U (PpakTopoB pucka. Kpome Toro,
BCJIEJICTBUE XPOHUYECKOW NIIIEMUH TOJIOBHOTO MO3Tra MOKET Pa3BUBATHCS COCYIUCTAs

JACMCHIINA, TJIA KOTOpOI>'I XapaKTCpHO CHMKCHUEC IMaMATH U IOBEACHUYCCKUEC HAPYUICHU A .

IHopasicenue nouek. IlepBbie CUMIITOMBI — MUKPOQIBOYMUHYPHS ¥ IPOTSUHYPHS YaIle
MOSIBJISIFOTCS B IOJIPOCTKOBOM M B3POCIIOM BO3pacTe, HO MOTYT MOSBUTHCS U Ha TIEPBOM
JecATUIETHH XU3HU. C BO3pacTOM MPOTEUHYPHSI IOCTENIEHHO HAPACTAET U MOXKET JOCTUraTh
He(POTUYECKOTO YPOBHS, XOTS pa3BEPHYThIN HEDPOTUUECKUI CUHIPOM OOBIUHO HE
pa3zBuBaercs. Hepeako otmeuaroTcst kaHaiblLeBble HapymeHus. [Ipotrennypus ve
COITPOBOXKIACTCS U3MEHEHUSMHU MOYEBOTO Ocajika. [lo31Hee HauMHAeTCs MOCTENEHHOE
CHIDKeHHE (DYHKITMH MOYEK, KOTOPOE MPUBOINT K PA3BUTHIO TEPMHUHAILHOM XPOHUYECKON
noueyHoii HegocrtatouHocTH (XITH). [Tocneausis octaeTcst 0JHON U3 OCHOBHBIX IPUYUH CMEPTH
nanueHToB ¢ b®, X0Ts 3aMeCTUTENBHAS [IOYEYHAs TEPANUS WIIA TPAHCIUIAHTALMS [I0YEK
MO3BOJISIFOT MPOJUTHTh KU3Hb TAKUM OOJBHBIM. Y MAallMEHTOB C HEeKJaccuueckoit bd Bo3MOKHO
M30JIMPOBAaHHOE MOpaKEHHE MoYeK. B Takux ciydasx IMarHo3 MOXeT ObITh YCTAaHOBJIEH Ha

OCHOBAaHHWH UCCICIOBAHUA ITIOYCYHOI'O OmomnTara.



Iopasicenue cepouya. llopaxxenue cepaua OTHOCAT K YUCITY PaCIPOCTPAHEHHBIX U
MPOrHOCTUYECKH HEOIaronpusATHHIX nposiBiieHnit b®. imenHo 3aboeBanus cepana cTosT Ha
MEePBOM MECTE Cpelu NMPUYUH cMepTH y nanueHToB ¢ bd (34% cpeau myxuun u 57% cpeau
KEHIIMH). XapaKTepHbIM IPU3HAKOM NOpaxeHus cepaua rnpu bO spusercs runeprpodus
JIEBOTO JKETYJ0UYKa, KOTOpasi MOXKET ObITh BbIsiBIEHA ¢ omouibio DK, axokapauorpaduu u

MarHUTHO-PE30HAHCHOU ToMOTpadum.

VYTONIeHne CTeHOK Cepia Hellb3st O0BSCHUTH TOJIBKO OTIIOKEHUEM TIMKOC(HHHTOJIUITHIOB B
MUOIMTAX U MPOBOJAIIEH TKaHU, TaK KaK UX JI0JI cocTaBiisieT MeHee 3% oT oO11eit Macchl
Muokapia. CooTBETCTBEHHO, 00Jiee Ba)KHOE 3HAUEHNE UMEIOTTUNIEPTPO U MUOLIUTOB U
¢bubpo3s. I'uneprpodus u Gpudpo3 MHUOKapIa YACTO COMPOBOKIAIOTCS TMACTOTMUECKOM
TUCQYHKIMEN JIeBOro Kenyaouka. J[Jis oeHku pyHKIUU cep/a NPUMEHSIOT TKaHEBYIO
nonmiaepaxokapauorpaduro (nommiep-2xoKI'), pe3ynbraTtel KOTOPOH MOTYT UMETh BaXKHOE
3HAYEHHE B IMATHOCTUKE OECCUMITTOMHOTO TIOpayKeHUs cepAma. Hapymenus quacToimueckon
(GYHKIMHM MOTYT IPUBECTU K Pa3BUTHUIO CEPJIEUHON HenocTaToUHOCTH. [Ipr3Haku 3acToitHON
CepJICUHOMN HET0CTAaTOYHOCTH BBISBIAIOTCA ¥ 11% MyxuuH u 6% >xennms ¢ b®. Yacto
pa3BUBAIOTCS MPEJCEPAHBIE U JKETYJOUYKOBbIE ApUTMHUH U HApYIIEHUS TPOBOIUMOCTH. MHpapKT
MHOKap/ia ObLJI JMArHOCTUPOBAH TOJBKO y 2% ManueHToB. TeM He MeHee, CTEHOKaP s
Habmonanack y 13-20% nanuentoB ¢ b® u yaiie npu Haau4uu runepTpouu JIeBOro
x)enynoudka. MizmeneHus kinanaHoB cepana npu b® BeTpeuaroTcs yacto, HO 0OBIYHO HE UMEIOT
KIIMHUYECKOT0 3HaueHusl. BO3MOKHO MOHOCUMIITOMHOE T€UeHHE 3a00JIEBaHUS C MOPAKEHUEM

TOJBKO cepna (Hekmaccuyeckas bd).

Ilopasrcenue numgpamuueckon cucmempl. Pazpurue nuMdeneMpl CBI3aHO ¢ HAKOTIICHUEM
[JIMKOJIMIHUIOB B CTEHKAaX JTUM(PaTHUUECKUX cocynoB. Y 0osbHbIX b® numdenema nposBisiercs B
MOAPOCTKOBOM HJIM B3POCJIOM BO3pPACTE U MPU OTCYTCTBUU HEOOXOJUMOTO JICYEHUS MOKET
MPUBOJIUTH K BBIPAKEHHBIM TPOPUUIECKUM U3MEHEHUSIM C U3BA3BICHUSIMU KOKHOTO TOKPOBa

HWKHUX KOHEYHOCTEH M OCJIOKHSATHCS POXHUCTBIM BOCITAJICHUEM U CCIICHCOM.

Ogmanvmonozuueckue napywenusa. TununaasiM cumntoMoM b® sBrsieTcss nomyTHEeHUE
poroBuilsl B Buje 3aBUTKOB (70-90% 6GonbHBIX). Peniko BeTpeuaroTes 3aaHss CyOKancyaspHast

KaTapakTa U IMOpaKCHHUEC COCYAOB CCTUATKH.

H3menenusn co cmoponst opzanosg ciyxa u gecmudynapnozo annapama.y nauneaton ¢ bd

MOKCT OTMECUATLCA CHHKCHUC CIIyXa, IIYM B yIlIax, rOJIOBOKPYKCHHUC.



Ytomnsemoctb [cuxonoruyeckue OTKIOHEeHUs

MomyTHeHue poroBuubI (nenpeccus)
Mnorugpos ( b PaHHue uHcynbtol, TUA
CYXOCTb KOXW ":J‘(
HENepeHOCUMOCTb Xapbl, I\ HapyweHus cnyxa, THHHHTYC
xonoaa v u3. Harpy3ok ( \

/ MoyeyHble OCNoXHEeHUs
KapauanbHble c-Mbl ‘ ) yMmeHblleHne CKod
apTumunm / NPOTEUHYPUSE
HapyLUeHWUs1 MPOBOAUMOCTU ‘ XINH
ermc;)érmum el X \, ) HapyuweHnue motopuku XKT
/ \o cnactuyeckue Gonm
(m:r:iqaapKT Muokapaa I \ Avapes
. METEOPU3M
BHe3anHas cMepTb / it
Mepudpepuyeckan HermponaTus \ / /
XpOHuU4eckas 6ornb Il Axrnokeparoma
Bonesble KpU3bl
J \
napecresusi .

HapyLweHusa YyBCTBUTENbHOCTU

Pucynox 2. Knunuueckue nposienenus oonesnu @abpu.

VI. Ocaoxuenusi 6ose3nu ®adpu

Co cmopoHbl Hep8HOU cucmembl.

o HIIEMHUYCCKUEC MHCYIIBTBI B MOJIOAOM BO3pPaCTE, HEPEAKO ABJIAIOIIUECA HpI/I‘II/IHOI‘/'I

CMEPTH.

Co cmopoHrbl cepdeqno-cocy()ucmoﬁ cucmemaul.

e  HIIeMHYECKHEe UH(DAPKTHI

e  KapAMOMHUOTIATHU

e  ApPUTMUHU

e  cepJlieuHas HEeJOCTaTOYHOCTbh, IPUBOIAIIAS K CMEPTH.

Co CHIOPOHbL nOo4YeK.

. TCPMHHAJIbHAA (yrpox(afomaﬂ )KI/I3HI/I) CTaaus IIOYCYHOH HEAOCTATOYHOCTH,

Tpe6y}0ma;1 TPAHCIIaHTAalluU IMOYCK.

Llpveue cucmembi.

. HapYIICHUEC 3PCHUA U CJIyXa, BIUIOTH OO0 I'TYXOThI;

. TIEpCIIOMbI KOCTCﬁ;



e IIEpPErpeB OpraHu3Ma.

CMCpTB qalmie BCCro HACTymnacT OT YpEMUHU UJIIN UIICMUYCCKUX HOpa)KeHI/Iﬁ MO3ra v cepJua Ha

I-IGTBépTOM JACCATUIICTHUHN XKU3HU.

VIl. JluarHoctuka
[IpeaBapuTenbHbIA TMarHO3 CTABUTCSA MO pe3yIbTaTaM OIpoca, cOopa xano0 maryeHTa u
OIICHKM T€HEAJIOTHIECKOTO aHaMHe3a. 11 BepuuKamuy Juardo3a UCTIOIb3YIOT METOIbI

oOHapykeHHs CyOCTpaToB M H3UMOB, a Takxke JJHK-auarnoctuky.

PexomenoBano onpezaenenue aktuBHOCTH AI'AJI B msITHaX KPOBHU, BBICYILIEHHBIX Ha
¢uIbTpOBaNBHON OymMare WM B JIEHKOIIMTaX KPOBU BCEM IMALlMEHTaM MY>KCKOTO I10J1a (B TOM

YHUCJIC U Ha HOKHHHH‘ICCKOﬁ CTaI[I/II/I) JJI TOATBEPXKACHUA AUArHo3a.

[IpoBenenne MOJIEKYIIPHO-TEHETUYECKOTO UCCIEN0OBAHUS JUIsl BCEX MTAIUEHTOB CO
CHMKEHHOM akTUBHOCTHIO hepmenTa AT'AJI u A1 TUIT )KEHCKOTO T0JIa TIPU KITMHHYECKOM
nofo3peHuu Ha b® u npu Hanu4uuM poACTBEHHUKOB ¢ b B po0CIOBHOI: BBISBICHUE MyTallUuN
B reHe GLA, komupytomem AI'AJI 1 noATBEpKACHUS TUarHo3a Ha MOJIEKYJISIPHO -
T€HETUYECKOM YPOBHE Y MY)KUUH CO CHUKEHHON aKTUBHOCTBIO (pepMEHTA U JUIsl )KEHIIIUH C

KIIMHUYCCKUMHU IMTPpU3HAKaMU.

KonunuectBenHoe onpenenenue rio00Tpuao3milepaMmuia. IT0T METO1 IPUMEHSIETCS IS
HaOJI0/ICHUS 32 COCTOSTHUEM MallMEeHTOB U OIICHKHU 3(PPEeKTUBHOCTHU JeUeHUs, a TAKKe s
onpezeneHust GopMel 3a00eBanus (TUIHYHAS, aTUITHYHAs ). MaTepuanoM Ui UCCIIeIOBaHUS

MOI'yT OBITh IIa3Ma KpOBH HUJIKM CYXHE IIITHA KPOBH.

B HCKOTOPBIX CJIy4aAX IMMPOBOAUTCA OHOIICHS MTOYKH C 18(SA105Y10) 06Hapy>l(eHI/I${ KIICTOK,

CoACpIKAHX JIM30COMBI C XapaKTCPHBIM CY6CTpaTOM.

Bonesns ®abpu ObIBacT 04€Hb TPYAHO OTIUYHUTH OT 00JIee pacIpoOCTPaHEHHBIX 3a00IeBaHUM,
Y TIAI[UEHTHI B TEUEHUE JIOJITUX JIET MOTYT OCTaBaThCsi 0€3 BEpHOTO TUArHO3a.
JudbdepennnansHas quarHoctrka 6oe3ar @adpu mMpoBOAUTCS C HACICICTBEHHOM
reMOpparu4eckor TeIeaHTMIKTa3hel, peBMaTHYeCKON TUXopaaKoil, bone3npto Dopraiica,

]_HI/IHI[J'Iepa " JPYIruMH HACJIICACTBCHHBIMU 00JIe3HSIMH HAKOILICHUS.

VI, Jleuenue

Jleuenue 0oae3HU (DaGpH COCTOMT B 3aMCIICHUHN I[C(I)I/ILII/ITHOTO q)epMeHTa C IIOMOIIIBIO

(I)epMeHTOBaMCCTI/ITCJIBHOI\/II TCpaIrunu. Omna IMPOBOAUTCA C MTOMOIIBIO BHYTPUBCHHOI'O BJIMBAHU S



npemapaTta. OObIYHO epMEHTO3aMECTUTEIbHAS TEPAITHSI HCIIOJIB3YETCS BMECTE C Pa3TUIHBIMH

MCTOAaMU JICUCHUA KOHKPCTHBIX CUMIITOMOB.

B Poccuu ceroiHs MCNONB3YIOTCS JIBa penapara st GepMEHTO3aMeCTUTEIILHON Tepanuu:
"®abpazum" xommnannu [xer3aiim u "Perutaran" kommnanuu Llaiiep. OTu npenapatsl 0O4eHb
noporwue. Jledenne OOJIBHBIX OTUIAYMBACTCS U3 CPEACTB (heaeparbHOTO OO/KETa, TaK KaK
3a00JIeBaHHE OTHOCUTCS K opdaHHBIM (peakuM). CyliecTByeT 3aKoH 00 YCKOPSHHOU IIPOIeaype

HCCIICA0BaHMs JICKAPCTBCHHBIX MMPEIIApaToOB, MPECAHASHAYCHHBIX JJIA JICHCHUA TAKUX 0oJIe3HEH.

MyxunHaMm Hayasio (PepMEHTO3aMECTUTENBLHOTO JICUEHNS PEKOMEHIYETCsl Cpas3y mociie
YCTaHOBJIEHUS AuarHo3a. Jljig KynupoBaHus 00U MPUMEHSIOTCS Iperaparbl U3 rpynn
aTUKOHBYJILCAHTOB, aHTH/IETIPECCAHTOB, AaHAJILI'€TUKOB, HECTEPOUIHBIX
MIPOTUBOBOCIAJIUTENIbHBIX MTPEMAPATOB U HAPKOTUYECKUX aHAIBI€TUKOB. bOJIbHBIM MOKa3aHO

MPUMCHCHUC aHTUTUIICPTCH3UBHBIX IIPEIIapaToOB.

[Ipu pazBuTHM TEPMHUHAIBHON MOYEYHOW HETOCTATOYHOCTH MPOBOJAT TPAHCIUIAHTALINIO
nouku. He pekomenryeTcsi, 4ToObl JOHOpaMu ObUIH POJCTBEHHUIIBI O0JIbHOTO. B KadecTBe
KOPPEKIMH TYrOyXOCTH MOKa3aHO HCIOJIb30BAHUE CIIYXOBBIX anmnaparoB. Ousnueckast
AKTUBHOCTH MAIIMEHTOB ¢ 00sie3HbI0 Dadpu 10KHA OBITH OrpaHUYCHA H3-32 BO3MOYKHOTO

YCHUJICHUSI CHMIITOMOB U TIeperpeBa opraHusma.

Cumyayuu, npu KOmopwvIxX Heueaecoo0pasno HaZHaYamsy hepmenmo3amecmumenbHyIo

mepanuro:

L4 6epeMeHHOCTb U JIaKTalusa

L4 HaJIMIUEC APYroro omnacHoro JJiid ) XUu3Hu 3360HCB3HI/IH, IIpU KOTOPOM IIPOTrHO3 OT
IIPUMCHCHU S 3aMECTHTEILHOM TEpaAIIiy HE CTAHCT JIY4IIC

L4 HaJIN4uc CepLéSHHX OCJIOKHEHUM (I/IH_IGMI/I‘leCKI/Iﬁ HWHCYJIBT, pCaHUMAallUOHHBIC

OOJILHBIC)

IX. IIporuo3
HpI/I HaUIC)KaleM JICUCHU N U BOBPCMSL HayaToM 3aMeCTUTEIILHOU Q)epMCHTaTHBHOﬁ
TEpaliu MpOrHo3 Il OOJIBLHBIX 6HaFOHpI/I}ITHBII\/'I. HpI/I OTCYTCTBUHU JICUHCHUA CMCPTb OT
CEPACYHO-COCYAUCTBIX, HEBPOJIOTUYCCKUX U TTOUCTHBIX OCJI0KHEHUM HACTYIacT Ha ‘{eTBépTOM

ACCATUIICTHUHN )KU3HU.

[Ipodunakrrka 3a601€BaHMS 3aKITIOYAETCS B IPEHATATHHON WM MPEAUMILIAHTAIIMOHHON
(mpu OKO) nuarnoctrke Hanu4ust MyTanTHOTO TeHa MeTojoM [IHK-nuarnoctuku. Kpome

9TOI'0, BOBMOXHO IMPECPbIBAHNC 6CpCMCHHOCTI/I 0 MEAULIMHCKUM HoKa3aHusMm. FHorma



MMPOBOAUTCA CKPUHUHIOBOC UCCIICAOBAHNEC CYXHUX IATCH KPOBU C ONIPCACIICHUEM aKTHBHOCTH

anb(a-ranakTo3uaassl A, HO OHO OTPaHMYEHO (PMHAHCOBBIMH BO3MOXKHOCTSIMH PETHOHA.

Heo6xoaumMo o0ciie1oBaTh BCeX MAMEHTOB ¢ pu3Hakamu Oose3nu @abpu u
IIOTEHIMAJIbHBIX HOCUTEJIEH I'eHa U1 CBOEBPEMEHHOIO HA3HAYEHUS 3aMECTUTEIIHON
(epMEeHTaTUBHOM Tepanuy, MPEJOTBPALICHNS KIMHUYESCKUX MPOSIBICHUNA 00Ie3HH U €€
OCIIOXKHEHUH. [l 3TOro cymecTByeT nporpamma, KOTopas perjlaMeHTUPYET He TOJIbKO 3a00p U
OTIpaBKy Marepuaia B LleHTp MOJeKyIIpHON T€HETHKH, HO U o0ecrieueHne O0JIbHBIX

npenaparamMu 3aMEeCTUTEILHON Teparuu.
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