bone3Hb HnMMaHa-
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HuMmaHa-INMnuka bone3Hb. CMHOHUMBI :

disease, cbnHrommenonmnuaos

Pwc. 115. Bonews Humana - [nxa.

OTO HAcneaCTBEHHOe
3aboneBaHne obMeHa




tnosiorus , lla

» bone3Hb HMMaHa-lnka cBsizaHa ¢ AePULUMUTOM aKTUBHOCTHU
ChMHrommennHasbl M HaKoMJieHneMm COUHroMmernnHa B
KeTKaxX peTUKYo3HAoTeNnanbHON CUCTEMbI. [eH KNUCTon
chmnHrommennHasbl HaxoanTcsa Ha xpomocome 11. Tunel An B
6one3Hn HumaHa-MNmnMka — ayTOCOMHO —peuecCUBHbIE
NMN30COMalibHble HapyLleHUd, UX reHbl pacrnosioXXeHbl Ha
aJlnenbHbIX Y4aCcTKaxXx XpoOMOCOMbI 11. ['eH KIIOHUPOBaH,
onucaHo 6onbloe KonnyecTtso Mytaumn. 'ed tmna C 6osie3Hun
HuMaHa-lnKa KapTUpoBaH, OH HaxoAuUTCa Ha XpoMocoMe 18
n Koampyet 6enok, KOTopbl NepeHoCUT yepes
uuTOonasMaTmyeckyto MmeMbpaHy XonectepuH u
rnmkonmnunabl, noatomy npu tune CH HakannMBaeTcsa He
TOJIbKO COUHIOMMENINH, HO N XOJieCTepuH. B HopmMe

PMHroMMennH coaep>XmnTbCs B MO3re, neyeHu, rnovykax u

cHKEe. ‘%




[laTomMop@oO.

» [MaTanoroaHaToMuyeckoe nccregosaHne obHapyxusaeT
3HaUYUTENbHOE YBeNIn4YeHne pa3MepoB M XEeNTY OKPacKy rnevyeHu
N ceneseHkn, MNATHUCTbIM PUCYHOK Nerkux. HaanoyeyHunku
TaK)Xe 3HauYnTeNbHO YBEe/IMYeHbl B pa3Mepax un cogepxar
6onblloe KONM4yecTso NMnnaos. Npn MMKPOCKOMUU BO BCEX
opraHax obHapy>XmBatoTCH KNEeTKMN, KOTopble Npu dukcauunm
CMUPTOM BbIMSAAUT «MNEHUCTbIMN» - KNneTkn HuMmaHa-lNuka. I31u
K/I€TKU MOryT AOCTUraTb 3Ha4YMUTENbHOW BennynHbl 20-25MKM, B
HeKoTOopbIX cny4vasaX 90 MKM. NNeHUCTOCTb K/IeTOK- 3TO apTedakT,
BbI3BAHHbIVA PCTBOPEHUEM XMPONOAOOHLIX cybcTaHuum,
coaepXxawmnxcsa B knetkax. Knetkn HumaHa-lNmnka MoryTt 6bITb
OHapYy>XeHbl MPU XXN3HN B NMYHKTaTax cene3HkKn, KOCTHOro Mo3ra.
KpyrnHblie KI1eTKM C NeHUCTOW npoTonaa3MonHe crneundunyHbl ans
6onesHn HuMaHa-lrka n Mmoryt obHapyXuBaTbCHa Npu ApYyrmx
3ax U rmnepamnnageMmmn, OAHAKO OHW XOPOLIO é

v

TCA OT KNeTokK [owe.
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B Hauane 6one3Hn HabnogaeTcs oTka3 pebeHka oTnuLu,
nepmoamyeckas pBoTta; O4eHb paHO YBE/IMUYMBAKOTCS pa3Mepsl
ne4yeHn n cernie3eHkKn , pasBmBaeTcs rmnoTpoduda. lNosasnexHune
NPpMU3HA0B, YKa3bIiBaOWMUX HA NOpa>eHne HEPBHOMN CUCTEMBI,
TaK)Xe rno3BosiseT 3anono3putb 60n1e3Hb HumMaHa-lNuka.
Crnactmnyeckmne napesbl MOryT CMeHATbCS 06Llen MbilledyHOoMn
r’MNoOToOHMENn, rmnopednekcmen. Nporpeccmpytoulee
nopa>eHne HepBHOM CUCTEMbI BeleT K pe3KOMY OTCTaBaHMUIoO
pebeHKa B HEPBHO-NCUXNYECKOM pPa3BUTUN, MOSBIEHUIO
rNyXxoTbl, cnenoTbl. Y 20-30% aeTten npu oCMOTpE rna3Horo
AHa obHapy>XMBaeTCcs CUMMTOM «BULIHEBOW KOCTOYKN>»
KoXXHble NoOKpoBbl NpuobpeTatoT KOpUYHEBATbIN OTTEHOK.
Pe3nCTEeHTHOCTb K MH(MEKLUUN CHUXEHbI: AeTN NoaBepXeHbl
afbonesaHnaM nerkmux (MHeBMOHMN), ywen (OTUThI).

a




BbiaenaoT Heckonbko ¢popM 3abo
KInHn4yeckn (BpeMeHeM Havana

HEBPOJIOrMYECKNX U BUCLIEPANIbHbBIX M
No-BUANMOMY, pPa3/IMYHYIO FEHETU

» TunA (Knaccunyeckasa MHpaHTUIbHas opMa) cocTtaBnseT
6osiee nonoBuHbI BCex cny4vyaeB 6osieaHn HumaHa-lNumka.
3aboneBaHne NpoABSIATCS Bblpa>XeHHOW
renaTtocrJieHoMerananen, 3a4ep>XXKon pmnanyeckoro u
YMCTBEHHOI0 pa3BUTUS, TSXENbIMN HEBPOJIOrMYECKNMU
paccTpoucTtBamMun. HayanbHble CUMNTOMbI O6HAPY>XMBAKTCH B
nepBble Mecsiubl XU3HU. BONbWKWHCTBO AeTen nornbatoT B
BO3pacTe A0 3X NeT

« Twun B (BuceuypanbHass WM « XpoHU4yeckas» popma)
OoT/INYaeTcd No3gHUM Ha4vyanoM 3abosieBaHus,
pacnpoCTpaHeHHbIM Nopa>XeHneM BHYTPEHHUX OpraHoB.
[Topa)xeHne HeEPBHOW CUCTEMbI HE XapaKTepHO.

» Twun C (nopocTtpas, uaun roHoweckas, dpopma)

+ /xapakTepusyeTcs MeaseHHbIM MPOrpeccMpoBaHneM
IOrMYeCcKMX CMMNTOMOB, renaTtocnjieHOMeraamneun, |

nen, cynoporaMmm, MO3>KeykoBbiMWU pacCTPOMNCTBAMMU.

D onucaH B ceMbaXx Hoeou LWWoTtnananu. -




BbiaenstoT HeckonbKo popM 3abonesat
KIMHN4YeCcKN (BpeMeHeM Havasla, TeYEH!

HEBPOJIOTMYECKUX U BUCLUEPAJIBHBIX FNMPOABJIE
Mno-snamMMomMy, pas/indHYyO NrEHETUYHECKYK

« Twun C (nopocTtpas, nnn toHoweckas, opMma)
XapaKTepnlyeTcss Meas1eHHbIM NporpeccupoBaHNEM
HEBPOJZIOMMYECKMX CUMMNTOMOB, rernaTocrnjieHoOMerasamen,
aHEMMEN, CyAopOoramMm, MO3>KeYKOBbIMW paCcCTPOMUCTBaMMU.

« Twun D onucaH B ceMbax Hosou LWoTnaHanw.

» Cneundunyecknn gedununt depMeHTa, KaTanamsnpyrowero
pacuwenneHne cuHrommenmnHa ao gocopunxosinHa u
uepaMmuaa, YCTaHOBEH Npu KlacCuyeckon MHMaAHTUIbHOW
dopme bonesHun 3abonesaHusa (tun B).




» O6bwuMKn ans Bcex (GOopM CMMNTOMaMu SBASKOTCS yBenyeHume
nmMm@paTtTnyeckmnx ysnos, O6bIYHO OTMevatoTCs NOOOUYHbIE MPU3HAKU
rmnepcrsieHm3mMa. XapakrepHa nHunbTpauna NErknux, BbliasnseMmas
peHTreHonorm4yeckn. Heesponormyeckasi cuMntToMatuka (OTCYyTCTBYHOLWME
npun BUcUuepanbHOM dopme 3abonesaHuns , TN B)BKAOYAOT 3a4€PXKKY
NCMXOMOTOPHOIO pa3BUTUS, aTaKCUKO, CYAOPOrm, CHUXeHMe MbilleyHOoro
TOHYCa M YrHETEHMNE CYXO0XJIbHbIX pedneKcoB. Y HEKOTOPbIX 60/IbHbIX
Npun NccrneaoBaHUK rnasHoro AHa obHapy>XXmBartT CUMIMTOM «BULLIHEBOM
KOCTo4kn». NHoraa otmeyarotcs Hebonblne nnm HoaynsapHble KCaHTOMbI
Ha KoXe. B nepudepnyeckon KpoBu, yalle B KOCTHOM MO3re, a TakKxe B
neyeHn, ceneseHke, NoYKax, HaaNo4YeyHnKax, nTMMpaTnyecKkmnx ysnax u
HEKOTPbIX APYrUX opraHax obHapy>XmnBakTCs AOBOSIbHO KPYMHble
3€pPHUCTblE N BaKyO/IM3UPOBAHHbIE <« MNEHUCTble» KNeTKN. OCHOBHblE
n3MeHeHns Metabonnsma npm 6onesHn HumaHa-lNurka obycnosneHs.l
MWHAKTUBALUMEN SH3NMA CHOUHIOMMENNHA3bI, YTO NMPUBOAUT K HAPYLLUEHUIO

IM3Ma CPUHroMmnesnnHa n HaKomMJIeHMIO ero B KieTkax

bIX OPraHoB. %




MuHnMasibHble ANarHOCTUYECKHUE

fenaTocnneHoMerasnuma; « neHu
NneyeHu M ceneséHkKe; HaKorJieH
PETUKYJI03HAOTENINAaNIbHbIX KJIEeTK

TeueHune, llporHos :
MonynaumMoHHasa 4YacTtoTa
Hen3BecCTHa

CooTHoOweHue nonoB — M1:XK1

Twnn HacnenoBaHUA-
ayTOCOMHO-peLeCcCUBHbIN

MporHo3 HebnaronpuUsATHLIN.
OueHb peako AeTu A0XKMBAIOT
A0 3-neTHero Bo3pacTa.
Heckonbko 6onee
6naronpmaTteH NporHos npu
dopmMax, KoTopble NpoTeKarT
6e3 nopaxeHusa UeHTpasibHOW
HEpPBHOW CUCTEMBI




AunarHocruka :

CoyeTaHune nporpeccupyrolero CHUXeHus
NCMXNYeCKnX pyHKLUMIN C renatocrnsieHoMerannemn
N aHeEMUEN OO/IHKHO HACTOpaXxmnBaTb B OTHOLLIEHUMU
6one3sHn HnumaHa-lNunka. [lnarHo3 noareepxaaeTcs
bunoncmumen KOCTHOro Mo3sra, nepudepnyecknx
HepBOB UNN nuMmdaTnyeckmnx ysnos. Mpwu
nccrneaoBaHnm KpoBu 60MbHbIX BbISIBASKOTCS
rMNOXpOMHasa aHeMus, TpombountToneHund. B
nepnpepnyeckon Kposm MorytT obHapy>XmBaTbCs
BaKyONn3npoBaHHble NnuMdounTbl. CoaepxaHue
cBO6OAHOro XonecrepruHa B KpOBM MOBbILLEHO,
nHorga obHapyxmBaeTtcs
yBen4YeHNeKOHUEHTpaUnn neymnTruHa v
chHroMmenmnHa. PEHTIEHONTOMMYECKM B KOCTAX b
obHapy>XmnBarTCs NPU3HAKN OCTEONOpOo3a U :
ocTeoMansunun. B npeHaTanbHOM ANArHOCTUKE
onpeaensieTcs yposeHb CPUHroMmennHasbl B
elaMHnoTnyecknx bnbpobnacTos.




AncpepenynanbHbin gpnarHos : GM2 - raH

GM1 - raurnvosunpos3, Tun I, 6onesHb BoaMaHa;
fowe

JleyeHne :TpaHcnnaHTaumss KOCTHOro Mo3ra m rneyeHu okasasaucb
HeaddeKTUBHON. 3aMecTuTenbHas depMeHToTepanms TakXXe HaxoanTcs
Ha CTaauu 3KcnepuMeHTa. HecMoTpsa Ha HeKoTopbIn 3 deKkT

NpOBEAEHHON Tepannu, NoMNbITKM neyeHnsa 6onesHn HumaHa-Muka ao cnx
Nnop 3aKaH4YMBa/IMCb Heyaauen.



lMepBble Hegenun
PKU3HU

MMnepB036yaMMOCTb,
rmnepakysus,
rmnepecresus,
MWOKIOHMYECKne cyaoporm

[NedununT rekcozammHnaasol A B
nerkounTax nam pmbpobnacrax Koxm,
«BULWHEBAsS KOCTOYKA» Ha rNasHoOM AHe

HapylweHHoe cocaHune n
rnoTaHne, rMNoTOHUS,
reHepann3oBaHHbIN OTEK

Jeduunt B-ranakrtosmgasbl B emkoumnTax
n pnbpobancrtax Koxmn, «BULLHEBAS
KOCTOYKa» Ha rNa3HoM AHe

Ha nepsom roay
KU3HW, peako B
HeoHaTa/IbHOM

nepuoge (10%)

TpyAHOCTU BCKapM/AMBaHUS
M3-3a pacCTPOMCTB COCaHMUS
N rNOTaHus, CyaOpOXHas
FOTOBHOCTb, MOBbILWEHHAas
BO36yaMMOCTb

Nedunumt chuHrommennHasbl B
nenkounTax n pmnbpobancrax Koxwm,
«BULWHEBAs KOCTOYKA» Ha rna3HoOM AHe

[MnepakcTeH3usa wewn,
Kocornasue, cnacTtuka,
renaTtocnjieHoMeranams

Nedununt B-rnokosmaasbl B nemkoymnTax
nnmn pubpobnactax Koxu, B NeyeHun

MunoknoHn4Yeckue cyaoporm,
ABUraTesibHble
pacCcTpouCTBa,

CrMaCTU4ECKME Nnapajinym

Mpu KOMNbOTEPHOW TOMOrpadumn-
uepebpasnbHas KopTUKanbHasa atpodus ¢
BOBJIEYEHUEM KaydallbHbIX CTPYKTYp




