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bone3Hb BunbcoHa-KoHoBanoBa

reHeTU4eCKkn ooOycrnoBneHHoe 3aboneBaHuMe C
ayTOCOMHO-peLeCcCUBHbIM TUMNOM HacreaoBaHus, B
OCHOBE KOTOPOro NeXUT HapyLueHue obmMmeHa meau ¢
N30bITOYHbIM HAKOMJIEHUEM ee NPenMyLLeCTBEHHO B
neyeuun u LUHC.

OuarHocTtupyetca y 5-10 %
OOSNIbHbLIX LMPPO3OM NevYeHuU
AOLLKONMIbHOIO U LWWKOSIbHOIro
Bo3pacTa. 3aboneBaHue
nepe.qae\'c;l nQ ayTocOMHo-
peueccuBHomy TUnNy. 'eH
ATP7B, My'nauuu\uQTgooro
BbI3blBalOT 3aboneBaHue, -
‘pacnonox(eﬂ‘:-la 13-1 "
XpoMmocome T N &
(yyacTok 13q14-q21)\ R 2
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dnunagemuonorus

BcTpeyvaeTtca B cpeaHeEM B
nonynauum 3:100 000
YEernoBeEK.

PacnpocTpaHeHHOCTb
3abonieBaHuns Bbille cpean
HapOOHOCTEWN, rae
pacrnpocTpaHeHbI
OrnM3KopOoACTBEHHbLIE DpaKu.
Yalle 60MeroT, My>XHmMHbI,
cpeaHun Bo3pacT aebtoTta
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NMaToreHes

1 FeHeTn4yecknn gedekT

apyuweHue pyHKUUM
MeaALTPaHCNOPTUPY

cnopTta mMeam
oe BHUe

en

HakonneHue cBOOOAOHbIX
pagukanos u 3anyck MOJI

- YBenn4yeHue ypoBHHA
cBoboagHou megu B
CbIBOPOTKE KPpOBU

- OTnoXeHne u HaKonreHue
Meaun B TKaHAX TM um
poroBuue

- Anunsoasbl
BHYTPMUCOCYAUCTOro
remMornusa

- YBenuyeHue 3KcKkpeuum

ngm C MOYOM U OTNOXEeHue B
AN

Re3a
Lepyfonna3mumHa




[OeOroT 6one3Hun



KnunHuyeckue copmbi

JereHepaTHBHbIE HIMEHEHWUA
XBOCTATEIX ROep

Koneuo
KaWaepa —
- dnenwepa

HENPOW3BONLHBIE
| OBHHEHHWA,
GeccMbiCneHHan
yneibxa,
CNROHOTEMaHWE

Unppos nevexw,
OTNOMEHWE MEAW
B NE4YeHH




Puz2udHo-apummozunepKkuHemu4eckasi gpopma

XapakTtepusyeTtcsi

MbILLEYHOU PUTNOHOCTbLIO C

KOHTPaKTypamu ,

HacUNbCTBEHHbIMU

TOPCUOHHO-

OUCTOHUYECKUMU UNn

XOpeoaTeTonaHbLIMN
p;BmKeHM;lMM

* PurngHocTb
pacnpocTpaHAeTCcs Ha

/' MblWwubI TYNOBMULLA 1

.. -» KOHEYHOCTEl, MUMMYECKne

“  MbIWUbI.

[eOtoT bonesHn B BospaCTe
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OpoxaTenbHo- OpoxaTtenbHas
purngHasa cpopma cdopma

Pa3BnBaetcd MposiBngaeTcs
I pacnpocTpaHEHHbIM
OpPOXXaHUeM U
OTCYTCTBMEM MbILLEYHOM
PUrMQHOCTKN, PE3KO
] ycunmeatoLemcs npm
. JpoXKaHne nepXxaHun pyk B
TeneHu /gl'lpeﬂ,eﬂéHHOM
NOSTIOXKEHUN U NPU
_» LieneHanpaBneHHbIX
nsmxeHunax. [ledror
20-30 ner.




JKCTpanmpamMmuaHo-KopkoBasi opma

XapakTtepusyetcs
npucoeanHeHnem bbICTpo
HapacTarLWmMX NMpaMmnaHbIX
napes3oB 1 aNUenTUYeCcKnx
npunagkos. Takke
XapaKTePHbIl BblpaXXeHHbIe
COMaTUYyeCKne HapyLLEeHNS,
XEenTyxa,
renatocnneHomMmeranms.




AbgomunHanbHan opma

Beaywmmm aBnsaoTcs
TSKENbIE MOpPaXKeHUS! MEYEHW,
npuBoadALLME BONMbHbIX K
CMEpPTU pPaHblLLE, YEM
NOABMSAOTCA HEBPOJSIOrMYECKME
cumnTombl. Halle
HabnogalTca y aeTen.
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OunarHocTuka

TUNNYHBIM CUMOTOMOM
SABNAeTCA KonbLo Kansepa-
dnevwepa — oTNnoXxXeHne
NUrMeHTa, cogepxallero
Meab, No nepudpepumn
porosuLbl rnasa
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OwnarHocTuka



INMeyeHMe

e [laToreHeTun4yeckoe

enaTonpoTeKkTopbl

JdcceHuyuanbHble pocchonunuabi

ButamunHotepanus

Je3nHTOKCUKauuoHHaa Tepanua

KynunpoBaHue remonutudeckoro kpusa (F’KC, npenaparhbl
KPOBM, HYKNeoHaT HaTpus)

CnneHakTomus

Nepecapka nevyeHu
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