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OnpepnenexHne

bone3Hb HumaHHa - ['luka -
HacreacTBeHHoOE 3aborieBaHue, Npu
KOTOPOM AeduunT cneymndunyeckoro
doepMeHTa NpMBOAUT K HAKOMMEHUIO
cdonHromuenuHa (npoaykra
pacLlenneHuns Xupos). Pasnunyatot
bonee natn popm 6one3Hn
HumaHHa - ['lnka B 3aBUCUMOCTU OT
TOro, HAcKOJSbKO BbipaXeH aedounuymt
doepMeHTa.



CdmMHrommernuH - 370 ognH U3 KOMMOHEHTOB
KIETOYHOM MeMDpaHbl, B TOM Ynucne MeMmbpaHHbIX
opraHenn. edounuut dpepmeHTa cdouHrommenassol
HapyLlaeT nNpouecc pacLlienneHus nMnmuaos,
BCNeacTBME Yero OH HakannmeBaeTcd B Makpodarax
(MOHOUMTaxX K paroymTax). TN KNETKN, MHOraa
yBenuyiusarotca o 90 MMKPOMETPOB B

anametpe. Kpome Toro, HakonsneHue
cpuHroMmenuHa n xonecrteporsria NPUBOANUT K
pPacTsKEHUIO NM30CcOoM. Bo BpemMsi rTMCTONOrMYE€CKoro
nccnegoBaHUsa NnpenapaTos, NONYYeHHbIX OT JI0OEN
c 6bonesHbto HumaHHa-INuka, B Makpodarax
KOCTHOro Mo3ra HabntogaeTtcsi M30bITOK NMMNUA0B U
NPUCYTCTBME TaK Ha3blBAEMbIX «rONny0ObIX
rmctuoumToBy. B untonnasme obpasyrorcs
MHOro4YMCcneHHble HebonbLLME BaKyosriM OANHAKOBOW
doopMbl U pasmepa, KoTopble co3garoT apdekT
NeHbl B UMTONMa3Me.



Knaccudoukaums

B 1961 rogy, Obina npegnoxeHa
cnegyrolas Knaccudgukaums
3aboneBaHu4:

- bone3Hb HumaHHa-luka, Tnn A:
Knaccudeckaa MHdaHTUnNbHas,

- bone3Hb HumaHHa-llunka, Tun B:
BUCLieparnbHas;

- bone3Hb HumaHHa-luka, Tun C:
HeocTpasi NoApPOCTKOBAaS

- bone3Hb HumaHHa-lNuka, Tun D:
HOBO-LLUOTNaHAOCKas:;



OpgHako, Ha cerogHs, Koraa noHsTHa
reHeTu4eckasi npupoaa 3aborneBaHus,
PAcCCTPONCTBO Kraccudununpyetcs
creayowmm obpasom:

- bone3Hb HuMaHHa-lluka, cea3aHHas C
reHom SMPD1, koTopasi Bkrno4aeT B cebs
Tunbl A n B;

- bone3Hb HumaHHa-lluka, Tnna C,
KOTOpbIN BKItoYaeT B cedba Tunbl C1 u
C2. (Tvin D BO3HMKaET B pesyrbrarte
MyTauWnmn TOro Xxe reHa, 4to n tun C1).



oTHnonorng

= [1Ba Tmna bone3Hn HumaHHa-lMNuka, A n B Bo3HuKaroT
Bcrneactemne mytauuin[liea tuna 6onesHn HumaHHa-INuka,
A n B Bo3HuKkatloT Bcreagcteme mytauum reHa SMPD1, B 10
BpemMs Kak bonesHb HumaHHa-lNnka tmna C, BbI3bIBAOT
MyTauumn, npoucxogswme B reHax NPC1 n NPC2. PaHee,
Obin ewe oanH TMN 6onesnn - Tun D, KoTopbIn
ncnonb3oBarnca Angd Toro, YTodbl OTAENUTb TEX DONbHbIX,
KoTopble npoucxoannu ns Hoson WotnaHgun. Begb y
9TUX Ny 3aboneBaHNa BO3HUKAET MU3-3a MyTaUWUK reHa
NPC1. OgHako, Ha cerogHsi Takoe pasgeneHune cumtatoT
HeuenecoobpasHbiM 1 TMN C BKNtoYaeT B cebst obe
rpynnel MmyTaunn. B Hayane 80-x rogoB XX BekKa, eule a0
TOro BPEMEHU KaK CTana n3BecTHa MoneKkynsipHas
npupoaa 3abonesaHust 6bINO NPEarnoXXeHo BBECTU
TepMuHbl "bonesHb HumaHHa-lNuka | Tuna" n "6onesHb
HumanHa-luka |l Tmna", kotopble, COOTBETCTBEHHO,
MCcnonb30oBanucb ana o603Ha4YeHnsa BbICOKOrO N HU3KOro
YPOBHSA HaKonneHns chMHroMmmenuHa B opraHnsme.




= bonesHb HumaHHa-Ilnka Hacnegyetcsa no
ayTOCOMHO-peLieccuBHoMy TuUny, bonesHb HMMaHHa-
[Tnka HacneayeTcd no ayToCOMHO-PELLECCUBHOMY
TNy, T.€. Ans Toro, YTobbl pebeHOK YHacneaosarn
970 3aboneBaHne obe konuu unun annenv bonesHo
HumaHHa-[luka HacnegyetTca Nno ayTOCOMHO-
peLeccnBHOMy Tuny, T.e. Anst Toro, YTodbl pebeHokK
yHacnegosan 3To 3abonesaHne obe konum nnu
annenu reHa, yHacrieqoBaHHble OT poanTenen -
OOIMKHbI ObITb MyTUpOBaBLUME (M3MEHEHDI, HO TakK,
4YTO PYHKUMWN reHa HapyLwlarTCcs, B OTNiN4KME OT
nonumopdunamva bonesHb HumaHHa-Inka
HacnegyeTcsa no ayToCOMHO-PeLECCUBHOMY TUMy, T.
e. Ans Toro, Ytodbl pebeHoK yHacnegoBan aTo
3aboneBaHue obe Konuu nnun annenun rexHa,
yHacnegoBaHHbIE OT poauTenemn - AOSMKHbI ObITb
MyTupoBaBLmMe (M3MEHEHDI, HO TaK, YTO QOYHKL MK
reHa HapywarTcs, B OTnindume ot nonimmopdunama, B
KOTOPOM HYyKNneoTuagHasi nocnegoBaTeribHOCTb
MEHSETCH, HE Bbl3blBast NPU 3TOM HUKAKUX
dyHKUMOHaNbHbIX HapyLeHnn). [Npu aTom,
poantenn 6onbHOro pebeHka, 3a4acTyo ABMSATCA
HocUTeNnsiMmM 3aboneBaHnsd, U HUKaKUX NPU3HAKOB
NN CUMNTOMOB BONE3HN Y HNX HE
noosapngaeTcd. Ecnn oba poautens - Hocutenn BHI.




[lamomopgbornoaus

[TaTanoroaHaTomMmnyeckoe nccnegoBaHne obHapyXnuBaet
3HaA4YNTENBLHOE YBENUYEHME PA3MEPOB U XKENTYH OKPaCKy
NevYeHn U ceneseHkn, NATHUCTbIN PUCYHOK JTETKUX.
HagnoyeyHnku Takke 3Ha4YnTENbHO YBESNTMYEHDI B
pasmMepax u cogepxat 6onbLIOe KONMYecTBO NMNUOO0B.
[Mpn MMKpoCKONnKM BO BCEX OpraHax obHapyXuBarTcs
KNeTKn, KoTopble npu dpmkcauum CnmpTom BbIrmaanT
«NEHUCTbIMNY» - KNeTkn Humana-lNnka. 3Tn KNeTkn moryT
AOCTUraTb 3HaYUTENBbHOW BENNYUHbLI 20-25MKM, B
HeKkoTopbIX crnydaax 90 MKM. [1eHNCTOCTb KNEeTOoK- 3TO
apTtedakT, BbI3BaHHbIN PCTBOPEHMEM XKUPONOA0OHbIX
cybcTaHumnKn, cogepxawmxcs B knetkax. Knetkn Humana-
[Mnka MoryT ObITb OHaPY>XEHbl NPU XKU3HU B NYHKTaTax
cernesHKU, KOCTHOro Moara. KpynHbie KNneTku ¢ NeHUCTOU
npoTonnasmonHe cneundunynsl ans 6ones3Hn HumaHa-
[Mnka n moryT obHapyXnBaTbCs Npu Apyrux Nunmaosax u
runepnunugemmnn. OgHako OHU XOPOLLO OTNM4YatoTcs oT
Knetok [owe.



KrnuHuka

= B Hauane 6one3Hn HabntogaeTcsa oTkas pebeHka
OTNULLK, Nepuognyeckasl pBoTa; O4eHb paHo
YBENNUYMBAIOTCA pa3Mepbl MNEYEHN U CENE3EHKU ,
pasBuBaeTca runotpodud. loseneHne npusHaoBs,
yKasblBalOLLKMX HA NopakeHne HEPBHOM CUCTEMBI,
Takke NO3BOSIAET 3anogo3puTb bonesHbs HumaHa-
[Mnka. Cnactnyeckne napesbl MOryT CMEHATLCS
obLWeN MbILLEYHON TMNOTOHNEN, rTMNopedneKCnen.
[1porpeccupytoLlee nopaxeHme HepBHON CUCTEMbI
BEOET K pe3KoMy oTcTaBaHuio pebeHka B HEPBHO-
NCUXUYECKOM PasBUTUUN, MOABIIEHUIO IMYXOThI,
cnenothbl. ¥ 20-30% geten npm ocMOTpeE rnasHoro
OHa oOHapy>XMBaeTCsl CUMMNTOM «BULLHEBOW
KOCTOUKM» KOXHbIE NOKPOBbLI NPpModbpeTatoT
KOpU4YHeBaTbI OTTEHOK. PE3NCTEHTHOCTDL K
NHMPEKUMN CHUXEHBI: AETU NOABEPXKEHDI
3aboneBaHNAM nerkux (MHEBMOHUMN), yLLIEN (OTUTHI).







= Obwmmn ans Bcex opm cMmnToMamm SABNSILOTCS
yBenmyeHme numdpatndeckux yanos, OBbIMHO
OTMeuYatoTcsl NOBOYHbIE NPU3HAKM rMnepcnieHmn3ma.
XapaktepHa nHuneTpauns nNeErkux, BoiaBnaemas
pPEHTreHonornyeckn. Hesponormyeckass cumntoMmaTumka
(oTcyTCTBYlOWME NpU BUCLEparibHOM dopme
3aboneBaHus , TUN B)BKNtOYaloT 3a0epXKKY
NCUXOMOTOPHOIO Pa3BUTUA, aTakCuo, Cyaoporu,
CHUXKEHME MbILLEYHOrO TOHYCa U YrHETEHUE CYXOXIMbHbIX
pedrekcoB. Y HEKOTOPbLIX BOMbHbLIX NP UCCNeaoBaHUN
rnmasHoro AHa obHapyXmBatT CUMMNTOM «BULLIHEBOW
KOCTOuYKN». IHOoraa otMmevatoTcsa HebonbLume nunm
HOAOYNApPHbIE KCaHTOMbI Ha Koxe. B nepudpepunyeckon
KpPOBW, Yalle B KOCTHOM MO3re, a Takke B NeYeHH,
cerieseHke, Nodkax, HagnovevyHukax, numaTndeckmx
y3rax u HEKOTPbIX ApYrMx opraHax obHapyXuBarTcs
OOBOJSIbHO KPYMHbIE 3E€PHUCTLIE N BAKYOSIM3UPOBAHHbIE «
neHncTble» KneTkn. OCHoBHblE U3MEHEHUST MeTabonuama
npu 6one3Hn Humana-lNnka obycnoBneHbl MHAKTUBALMEN
9H3MMa CPUHIOMUENMHA3bI, YTO NMPUBOAUT K HAPYLLUEHUIO
kaTabonnama cdoMHroMmmenmHa n HakonmeHuo ero B
KIeTKkax nopaXXeHHbIX OpraHos.




Puc. 60. OKK110318 HEHTPAILHOI apTepH i
CCTHATKH (CHMITOM <«BHILHCBOH KOCTOM-
Kits)




[lnarHocTuka

= Hekotopble popmbl 6oOresHN
HumaHHa - ['lnka MoXHO
OuarHocTupoBaTh Y nfoga Ha
OCHOBaHUWN pe3ynLTaToB
nccnenoBaHMs Kycodka nnaueHThl
NN aMHUoLLeHTE3a - NpoobLI
OKOJ10NIo4gHOU KUOKOCTW,
Nony4YeHHoON NyTemM MyHKUnmn
nnogHoro ny3blip4. ['locne poxgeHus
ANarHo3 MoOXeT ObITb NoaTBepPXKAEH
brnoncmnen neyveHmn (bepyT Kyco4vek
TKaHW NevYeHn n nccneayroT noa
MMKPOCKOMOM).




CouyeTaHune Nporpeccupytolero CHUXeHUs
NCUXNYECKNX PYHKLUUN C renaTtocnieHoMmeranmen m
aHeMuneun OO/MKHO HacTopaXuBaTb B OTHOLLEHUMN
bone3Hn Humana-lNnka. [inarHo3 noaTeepxaaeTcs
brnoncmnen KOCTHOro Moara, nepmndepmndecknx
HepPBOB NN NMMdaTnYecknx y3nos. [Npu
nccregoBaHuUmM KpoBu DOSbHbIX BbISIBASOTCA
rMNoOXpoMHasa aHemusl, TpomboumToneHus. B
nepndrepruvecKomn KpoBn MoryT obHapyxmneaTbCsl
BaKyonunsnpoBaHHble numdountbl. CogepxaHue
CBOOOOHOro XonecrtepmHa B KPOBU MOBbLILLEHO,
nHorga obHapyXmuBaeTcs
yBenuyeHUeKoHUeHTpauun neuntnHa u
cdonHrommnenunHa. PeHTreHonornyeckn B KOCTAX
obOHapyXXmnBatoTcsa NpU3HaKkm ocTeonoposa u
ocTeomMansiuun.



S-rneTHue BrnM3HSALWKN 30aMCOoH (cnesa) n Kaccuau
XamMnen ctpagaroT OT PpeaKoro U CMepTenbHOro
3aboneBaHusl, KOTOpPOE NOCTENEHHO NULWIAET UX
CNOCOBHOCTM CaMOCTOATENBHO XOAUTb, ECTb U TOBOPUTD.
BonesHbto HumaHHa-INuka Tnna C ctpapgaet okorno 500
aeTen B Mmpe, MHoraa ee HasblBaloT «4eTCKOW 60ne3Hbo
Anburenmepa». bnarogaps ycepaumio matepu
Bnn3HALWKaM Havyanu akcrnepmMMmeHTanbHoe fnevYeHne B
anpene.



JleyeHne

Bo3moxxHoCcTK nevyeHuns bonesHn HumaHHa-
[lnka B OCHOBHOM OrpaHu4yeHb! U
NpenmMyLLeCTBEHHO NPUMEHSAETCSH
noggepXumearoLias n cumntoMmaTnyeckas
Tepanmsa. CToOUT OTMETUTb, YTO onepaunm
No TpaHcnnaHTauuy opraHoB, NokKa He
OYeHb ycrneLlHbl. B dyayuiem yyeHble
paccynTbIBAKOT Ha TO, YTO ANA NeYeHus
aToro 3abosieBaHnUda MOXHO dyadeT
NPUMEHATb TEXHONOMMN doepMeHTHOU
3aMeHbl U TeHHYI0 Tepanuio.



= [lpn 3aboneBaHun Ha TN B, MOXeT
ObITb OCyLlECTBIEHA
TpaHcnaHTaunua KOCTHOro mMoasra.
OpgHako, ans yny4dleHusa KadecTtaa
XNU3HN Heobxoanma
nogaep kuearllaga Tepanug,
KOTOpas BKIHOYaET KOHTPOSb Haa
nUTaHMem, NOCTOAHHOE
ynoTpebneHmne nekapcrs, Hag30p
Bpayeun n usmortepanuio.




OndpdepeHumnanbHas
OnarHocTuka

bonesHb HumaHHa — lNuka oTnnyaetca ot 6onesHu
Tea — Cakca Hannymem crnsieHoMerasnumu,
CHUXXEeHNEeM aKTUBHOCTU COUHIOMUENUHAa3bI B
numdooumTax 1, HakoHewl, OBHapPYXXEHNEM KNETOK
HumaHHa—Iluka B maTepuane, nony4eHHOM nytem
NYHKUWW TPYyOnHBI NN cene3eHkun. [Npu
anddepeHumaunm bonesHn HumaHHa — lNuka ot
bonesHu [owe HeobxoauMO UMETL B BUAY, YTO Npu
bonesHu [owe, Hapsiay ¢ HEBPONMOrMYECKNMN
CUMMOTOMaMM U cnineHoMerannen, BbiaBnATCA
NMMMYHOOEMULUNTHBIE COCTOSIHUS, ODYCITOBIIEHHbIE
nopaxkeHnem KOCTHOro Moa3ra, a B dunbpobnacrax
KOXW U B KNeTKax KOCTHOro Mo3ra obHapy»XnuBaroTcst
KneTtkn [oLe.



[1porHos

= [lpn 3aboneBaHun Ha TMN A BonesHu
HumaHHa-Inka 6onbLWMHCTBO
nayMeHToB yMmuparT B BO3pacTe A0
18 mecaueB. OTHOcUTENbLHO TUNOB B
n C, TO NPOrHo3 pasBuUTUS B 3TUX
crny4vasix bonee
bnaronpuaTHbIn. OOLIYHO,
Nopa)eHHbIE 3TUMN TUNaMKn NKan
XUBYT 0 NOAPOCTKOBOIO UMK
3penoro Bo3pacrTa.




[IpodounakTuka

= [lpodmnaktmka 6onesHn HumaHHa -
[Tuka 3akn4yaeTca B npoBeaeHumn
MEONKO-TrEeHETUYECKOIO
KOHCYINbTUPOBAHMA N 00CcrieaoBaHuS
B cneunannsnpoBaHHbIX KITMHUKaX C
LeNbto BbIABEHUA rETEPO3UTOT NO
ayTOCOMHO-PEeLIeCCUBHOMY TeHY.
[lpoBOAUTCA Takke NpeHaTanbHas
OuarHocTuka: onpenenswoT
aKTUBHOCTb COUHIOMUNENNHA3bI B
KYyNbTYpe aMHUOTUYECKNX KIETOK.







