MUHUCTEPCTBO 3a4paBooXpaHeHua PO
FBOY BINMO «CeBepHbIM rocyAapCTBEHHbIM MeAULMHCKUA YHUBEPCUTET>
Kadeapa MHDEKLMOHHBIX 6oNE3HEN

3aB. Kadeapon: A.M.H., aoueHT CamogoBa O.B.

bose3Hb HMMaHa

BoinonHuna: cryaeHTtka VI Kypca negmMatpmMyeckoro
dakynbTeTa 6 rpynnbl KnemeH4yoHok I.B.

—



bosne3Hb HumaHa-luka

® HacnepactBeHHoe 3abonieBaHUe (COUHIOMMUESIMHO3)
® J/IM30COMHasa 60/1e3Hb HAaKOMJ/IEHUA

® AyTOCOMHO-peLecCUBHOE HacieJoBaHUE

® HapyweHue nmnmgHoro obmMeHa

® HakonneHue cpmHrommenmHa B neyeHu, ceneseHke,
JIETKUX, KOCTHOM MO3re 1 roJJoBHOM MO3re



Knaccudpumkauyms

B 1961 roay, 6blna npeanioxeHa cneaytoulas Knaccupurkaymsa
3ab60s1eBaHUA:

- 60/1€3Hb HMMaHHa-lN1Ka, TMN A: Knaccuyeckasa UMHMaHTU/IbHaA;
- 6one3Hb HMMaHHa-lNMnKa, TMn B: BUCUepanbHas;

- 6one3Hb HmaHHa-lMuKa, TMn C: HeocTpaa NoApPOCTKOBas

- 6one3Hb HMMaHHa-lNuka, TMn D: HOBO-LLIOTNAHACKAS;

OfiHaKo, Ha cerojHa, Kor/a noHATHa reHeTMyeckas npupoja
3a00/1€BaHMA, paCCTPOUCTBO KAaCCUPUUMPYETCA CAEAYIOLLMM
06pa3oM:

® - 6one3Hb HuMaHHa-luKa, cea3aHHaA ¢ reHom SMPD1, KoTopas
BKJ/IlOMaEeT B ceb6a Tunbl A u B;

® - 60ne3Hb H1umaHHa-MuKa, TMNa C, KOTOpbIM BKJIOYAET B CE6A TUMbI

C1 n C2. (Tun D BO3HMKaET B pe3y/ibTaTe MyTauuM TOro Xe reHa,
yto u Tmn C1).



CdpnHrommenuH

OAUH U3 KOMMOHEHTOB K/JIETOYHOM MEMBpPaHbI, B TOM
4yucsiie MeMOPaHHbIX OpraHen

AedUuMT pepMeHTa COMHroMmmenasbl HapyLLaeT
npouecc pacwensieHus IMnmMaos, BCAeACTBUE Yero OH
HaKanaMBaeTcAa B MakKpodarax (MOHoLMTaX U
daroumTtax)

HaKorn/ieHMe cUHroOMUENMHA U XonecTepoaa NpUBOANUT
K PACTAXKEHUIO JIM30COM

B MaKpodarax KOCTHOro Mo3ra HabtogaeTcs U30bITOK
JIMNUAOB U NPUCYTCTBME TaK Ha3bIBAEMbIX «I0J1yObIX
rMCTUOLUTOB>

B UMTOMN/1a3Me 00pa3ytoTCA MHOIMOYUC/IEHHbIE
Heb6Oo/iblLUME BaKyo/IM OAMHAKOBOM (DOPMbl U pa3mepa,
KOTOpble CcO34at0T 3PPEKT MeHbl B UUTOMIA3MeE



’ < y . & .",. ‘!u-"-, ’
«[leHnCTLIE® KNETKW B NEYEHU
«BuuHesan Kocrouka»

B MaKynapHoW obnactu

rNa3sHoro AiHa

OcHosHbie cumnTomsl 6onesHn Humana —
lMuka (no F. Netter, 2001)

Ty4Hble K/IETKM B Npenapare




Tun A

Yyallle BCEro BCTPEYaeTca Y eBpeEEB, BbIXOALEB U3
LleHTpanbHOM 1 BocTo4yHOM YacTu EBponbl

N COUHIOMUESIMH HE PacCLLENIAETCSA BOBCE M
ObICTPO HAMO/IHAET K/ETKU, BbI3blBasi HApPYLLUEHUA UX
DYHKLMM

KJIETKU YBENIMYMBAIOTCSA B PAa3MEPE U BbICTPO YMUPAIOT,
3aMeLlanchb pyoLoBOM TKaHbLO

CMMMNTOMbI NMOABAAIOTCA B rPyAHMYKOBOM BO3pacTe - B
3-5 Mecques

BO3HMKAOT TPYAHOCTM NPM BCKapM/IMBAHUM, OHU HE
HabupaloT BEC, OTCTalOT B pocTe

}KMBOT Y TaKMX JETOK MPOMNOpLMOHAIbHO 60/blle TENA
3@ CYET YBE/IMYEHUA MEYEHM U CENIE3EHKM



OcHoBHbIe cMMNTOMbI 60os1e3HM Mnka TMNna A:

® paHHee Ha4aso pa3smTUA 6onesHu (3-5 mecaues),

® pBOTa, YacTble NOHOCHI,

® rOBbIlLEHME TeMMepaTypbl,

® CHMXEeHMe MacCbl Tena, atTpodmrA MblLlL, BAJOCTb,

® MNOCTOAHHO YBENMYMBAETCA 0OBEM KUBOTA,

® 3aJeprKKa NCMXOMOTOPHOro pasBmTHA, (pebeHOK He nepebupaet
nasibMMKaMKH, He caamTca),

® cyzoporu,

® HapyllaeTcAa 3peHue, AeTKM He PUKCUPYIOT B3rnaa,

® CHMXKaeTcsa Cayx, eTH MJI0X0 Pearmpyto Ha 3BYKM

Ana TMna A XxapaKTepHO 6bICTpoe NporpeccupoBaHUe CUMNTOMOB
60/1€3HU. [loparkKeHHble KNETKU YMMUPAIOT, CMEPTb KJIETOK MO3ra
BbI3blBA€T HapYLUEHMA rNOTaHMA, AbIXaHUA U KPOBOOOpaLLEHMA.
Takne et peako AoxusaroT 4o 3-5 ner.



Tun A




Tun B
® OTCYTCTBME HAKOMJIEHUA NUNUAOB B HEPBHbIX KJ/IETKaxX

® HEpBHbIE K/IETKU HE pa3pyLlaloTCAa U He NOABAAIOTCA
CMMMTOMbI HapYLLUEHMS AEATEIbHOCTM F0JIOBHOrO MO3ra

® He CTPajaloT MHTENNEKTYaIbHblE CNOCOBHOCTH, B
HEKOTOPbIX C/y4asax 60/1bHble 4EMOHCTPMPYIOT AOBOJIbHO
BbICOKYI0 YMCTBEHHYO 0JapPEHHOCTb

[lepBble CUMNTOMbI 3a60/1€BaHKUSA MOABAAIOTCA nocae 3 neT. B nepsyto
ouepe/b Y AETEMN HAYMHAET YBE/IMUMBATLCA CEJIE3EHKA M No3XKe neveHb. C
BO3PaCTOM MOSAB/SATCA CUMMNTOMbI MOPAXKEHMSA IETKMX. JInna
HaKan/mMBaeTcsa B IMMMATMUYECKUX Y31aX M BbI3bIBAET CHUMKEHMUE
aKTUBHOCTU MMMYHHOM CUCTEMbI, AETM YacTo 60s1etoT. ANMTENbHOCTb
YKU3HU TAKMX 60JIbHbIX HECKO/IbKO CHUXKEHA, HO OHM J0XKMBAOT A0
B3POC/IOro Bo3pacTta, MHOTAa AaxKe A0 CTapoCTy.



[lposBneHna 6one3Hn HumaHa-lNmka tmuna B:
® yBeJ/IM4YeHMe 06bemMa KMBOTA (3a CYET yBeJIMYEHMA

NevyeHU N CeNe3eHKMH),
nepvoauyveckme Tynole 6011 B }KUBOTE,
TOWHOTa, MHOr4a pBOTA,

HapylLUeHMe paboTbl NeYeHU U KeNYHoro ny3sbips
(*KenNTyLWHOCTb KOXU U rnas),

MOBbILLEHHAA KPOBOTOUYMBOCTb (MEYEHb HE
BblpabaTbiBa€T KOMMOHEHTbI /1 CBEPTbIBaHMS KPOBU B
JOCTaTOMHOM KOJIMYECTBE).

oJblILKa NpM YMEPEHHbIX PU3MYECKUX HArpy3Kax,
YyacTble pecrnmpaTopHble MHMEKLMM M NpOCTyaa.



Tun B




Tun C

® [MPOoABJAAETCA NOoCJ/i€ NepBblX NET KU3HA

® B HayvaJie 60/1e3HU NPOUCXOAMUT MOPANKEHUE BHYTPEHHMX
OpPraHoB - YBE/IMYEHUE NMEYEHU U CENE3EHKMU, IMMDATUYECKUX
y3/10B

® NnopaxakTcAd U BHYTPEHHHNE OpPraHbl U HEPBHAA CUCTEMA.

CUMNTOMbI NOpaXeHMa BHYTPEHHMX OPraHoB:
yBe/IMYEHME 0OBEMA KMBOTA,

HolLMeE, Tynble 601 B XKMBOTE,

KEeNTYLWHOCTb KOXM, CIM3UCTbIX 000/104EK M rNas,
yBe/IM4eHne U 601€3HEHHOCTb MMM ATMYECKUX Y3/10B,
O/bILLKA,

YacTble 6POHXUTbI U BOCNANEHUA NETKUX.



® C TevyeHnem 601€3HM NOABNIAIOTCA CUMNTOMbI NMOPAXKEHMS HEPBHOM
cucTembl. MposiBneHua HapyLleHnsa poboTbl FOJI0BHOMO U CMIMHHOIO
MO3ra NoCTOAHHO HapacTaloT, 60/IbHble OTCTAT B NMCUXUYECKOM U
(b13MYeCcKom pasBUTMM OT CBEPCTHMKOB. C NporpeccMpoBaHMEM
3a60/1€BaHUA AETU TEPAIOT HABbIKM U YMEHUSA, KOTOPbIMM Y3Ke
oB/lagenu. Hanpmmep, pebeHoK yKe Hayum/ics pa3roBapmBaTth, HO
CO BPEMEHEM peYb HapyLIaeTCcsA, CTAHOBUTLCSA MEHEE BHATHOM.

® [lopaxkeHue KNeToK HEPBHOM CMCTEMbI MOCTOAHHO MPOrpeccupyeT U
BbI3blBaeT HapPYLLUEHUA HECOBMECTUMbIE C KM3HbO. OObIYHO TaKMe
60nbHble XnBYT 15-20 ner.



CMMNTOMbI NOpa*KeHMSI HEPBHOW CUCTEMbI:

TPEMOP MNaJibLEB PYK, HApYLUEHUE KOOPAMHALMU
ABUXKEHUN,

CYA0pOr1, 3NUAENTUYECKME NPUNATKM,
HapyLLUEHUA T/IOTAHMS U AblXaHUA,
NoTeps peyYn U APYrMx OCBOEHHbIX HABbIKOB,

HapyLeHNA NaMATHU U MblILUNIEHNA, CHNKEHUE
YyCneBaeMoCTUu B LLUKOJIE,

HapyLUEeHMS NOBEAEHUA, 3aMKHYTOCTb,

SMOLIMOHAIbHAA HECTAbUNIbHOCTb, Pa3ApaXKMTE/IbHOCTb,
Jernpeccus.



Tun C




ZluaaHocmuka

® 6uoncKa neYeHn, ceneseHkn n iIMMdaTMIYecKoro ysna,
® NnabopaTopHas AMArHOCTUKA KPOBMU,

® reHeTu4yeckoe TeCcTUpoBaHMe (BbiIBNEHME MYTaLMU
reHoB).



JleyeHue

® CHMXKEeHUe TAXECTU TedeHUA

® npenapatbl, yAayylwawuwme  AOYHKUMM  NEYEHU MU
CE/IE3EHKU, OTTOK KeNnuu

® npenapartbl AN yAy4dlleHMs paboTbl HEPBHOM CUCTEMBI

[loKa3aHO MpPUMEHEHME  KOMIMIEKCAa BUTAMMHOB U
MMHEPAJIOB.



PekoMmeHpauuu no auerte

bo/ibHbIM 06A3aT€/IbHO HAa3HAYaloT AMETY C OrpaHMYeHMEM ynoTpebaeHus
onpeAeNneHHbIX NPOAYKTOB, TaKUX KaK: YEpHbIM XNeD, KYKYypy3a, COKM,
KapTodeb.

UCKNIOYNTB:

MOJI0MHbIE NPOAYKTbI

6e/bin XxNneb

KanycTta

pUc

CNaJ0CTH

ra3MpoBaHHbIE HAMUTKM

BapeHbe

6060Bble

orypubl

bes orpaHuyeHMIM MOXKHO CbeaaTb rpeyky, Bce BUbl MAca, AMLa, MOPE NPOAYKTbl, OBOLUM M
Hecnagkue dpyKTbl. M3 chnagkmx NpoAyKTOB AONYCKaKT Me[, TPaBsHbIE Yau, r0KO3Y,
dpyKTO3Y.

[MoAHOCTbIO M3N1eUYnTb 3a601eBaHME BpavaM MNoOKa He yAaeTcA, HO NpaBu/IbHO NOA06paHHasA Tepanums
MOJET CYLECTBEHHO CHU3UTb TAXKECTb CUMMTOMOB M YJTyYLIUTb KAa4€CTBO XKM3HMU 6OIbHOIO.



Hcnosab3yemasa iumepamypa

® KiauHu4yeckas reHetuKa : yyebHuk / H. l1. bo4ykos, B. I1. y3bipeB,
C. A. CMUpHMXMHA

® KianHMyecKas reHeTuka: YYeOHuK. - 3-e m3d., ucnp. 1 gon. - M.:
[PO0TAP-MEA, 2004.



Cnacn6o 3a BHUMaHue!




