


® HapylleHns MoryT ocyLecTB/ATbCA Ha
Pa3/IMYHbIX YPOBHSX:

1. [peTpaHCcKpUMLUMOHHOM- OCYLLECTB/IAETCS
NyTEM YBEJIMYEHUA AU YMEHDBLLEHMA YMCNA
KOMUU reHa

2. TpacKpMnuUMOHHOM- reHeTU4YecKkue aedeKThbl
MOTrYT NPMBOAUTb K HapYLUEHUIO
TPaHCKPUMLUUKU BCErO rexa,
00yC10BMBaAOLLME U3MEHEHMIO 0OBEMA
CUMHTE3a COOTBETCTBYIOLLEro 6e/ika

3. [lpoueccuHra u cnnamcmuHra npo-u-PHK

4. TpaHCNALUMOHHOM- HapyLleHWe Ha ypoBHe
o6pa3oBaHUA BTOpM‘-IHOM TPETMYHOU U
4eTBEPTUYHOM CTPYKTYpPbl 6E€1KOBOU
MOJIEKY /bl



® CBA3aHHa C HapylwleHMeM MeTaboim3ma
aMMHOKMC/IOT. [lpoAaBnAeTcA B BUAe
HapyLUeHMUA YMCTBEHHOIO pa3BUTUA.

@ bblna onncaHa B 1934 rogy HOpBEXCKUM
yyeHbIM UBapa AcobepHa PennHra
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MeHuNreKOHOBbIE Tena




® BpoxAaeHHOoe OTCYTCTBME NMUIMEHTA KOXMU,
BOJIOC, paZly*XHOM M NMUTMEHTHOM 060/104€EK
rnasa.

® Pa3nnyatoT nosHbIM M YaCTUYHbIM aIbOMHMU3M.

® O6blYHO aIbOBUHM3M NPOABNAETCA C
poxaeHna. OHAKO BCTpeYarTcs peJKkme
c2iydam npuobpeTeHHOro aJibbMHM3amMa. 370
MOJET MPOU30MTU, HAaNPUMEP, B CayYae
CMIbHOIO BO3/JEUCTBMA COTHEYHOM paJUaLMn.






® HacneacTBEeHHoe 3abosieBaHMe,
06yCcN0OBNEHHOE BbiNaJeHUEM PYHKLMM
OKCMAa3bl FOMOr€HTU3MHOBOM KUCNOTbI U
XapaKTepu3yloleeca paCCTPOMCTBOM
obMeHa TUPO3MHa U IKCKpPELMEN C MOYOMU
60/1bLLOro KOJINYeCcTBa roOMOreHTU3MHOBOM
KUCNOTHI.
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® HacneacTBeHHoe 3aboneBaHMe, B OCHOBE KOTOPOro
NIEeXXUT HapyLleHne obMeHa BeLWeCcTB Ha NyTH
npeobpa3oBaHMA raslakTo3bl B MIIOKO3Y

® [lepBble NpM3HaKM 6ONE3HM MOTYT MOABUTHLCA YiKe
Ha NepBOM Heaene XM3HU HOBOPOXKAEHHOI0, U OHMU
CBfi3aHbl C HApYLLUEHMEM PaboTbl NeYyeHu. Y
HOBOPOXXJEHHOIr0 Hab/1l0JaeTCa KenTyxa U HM3Koe
cogepraHue caxapa B KpoBU. 3aTEM MOryT
BO3HMKHYTb CUMMNTOMbI MOpParKEHUA HEPBHOM
CUCTEMbI B BMJE CYA0pPOr U BO3OYXKAEHMA, a TaK XKe
PBOTa, NOHOC M ApYyrMve HapyLeHUs CO CTOPOHDI
Kenyao4HO-KUWeYHoro Tpakta. Y 60/bHbIX
ranakTo3eMMUeN NoABNISETCA NOPAXKEHUE a3, Yalle
BCEro B BMAE KaTtapaKTbl, HEpeAKO pa3BMBaOTCH
LMPPO3 NEYEHU U YMCTBEHHAA OTCTANIOCTb. Bcex nx
TAXKEIbIX KIMHUYECKMX MPOABNEHUM FraslakToO3eMUM
MOXHO M3b6exaTb, €C/IM BO BpeMSA HayaTb N€4YUTb
pebeHKa.






® HacneacTBeHHoe 3aboneBaHMe,
XapaKTepu3ylueecs yBeJIM4eHNEM
CMHTE3a MOYEBOM KUCOTHI (Y AETEN)
Bbl3BaHHOE Ae(deKTOM pepMeHTa

MMMOKCAHTUHIYaHMHMOCHOopHMbo3naTpaHcdepa
3bl,
KOTOPbIM KaTa/IM3MpPYyeT PEYTUIN3ALMIO TYaHM
Ha UrMNOKCaHTMHA — B pe3y/ibTaTte
obpa3syeTcsa 6oJibliee
KOZIMYEeCTBO KCAaHTMHA U, cneioBaTeNbHO,
MOY€EBOM KUCOTHI.



® HacneacTBeHHoe 3aboneBaHue, CBA3aHHOE C
HapyLleHUeM Koarynaumm (Npoueccom CBEPTbIBaHUA
KPOBW); NpM 3TOM 3ab60/1IeBaHMM BO3HUKAIOT
KPOBOMU3J/IMAHUA B CYCTaBbl, MbILLLblI U BHYTPEHHUE
OpraHbl, Kak CMOHTaHHble, TaK U B pe3y/ibTaTe TPaBMbl
U XMPYPrmyecKoro emeluartesibctea. lpu
reMouinmM pe3Kko Bo3pacTaeT OnacHOCTb rmMoenm
naymMeHTa OT KPOBOM3JIMAHMA B MO3I U Apyrue
*KM3HEHHO BaKHble OpraHbl, flaxke npu
He3HauMTenbHOM TpaBMe. bonbHble ¢ TSKENOU
copmon reModpuIMmn noasepraroTca MHBaMAN3aLMM
BC/IeICTBME YACTbIX KPOBOM3/IMAHUM B CYCTaBbl
(remMapTpo3bl) U MbllLEYHble TKaHU (FreMaTOMbl).
[[eMoPUAMNA OTHOCHUTCA K reMopparmyecKknm
aAnaTtesam, 006YCNI0B/IEHHbIM HapyLlEHUEM
NJ1Ia3MEHHOro 3BeHa reMocTasa (KoaryaonaTtus).



® 'eMouana noasndaeTca u3-3a U3MEHEHUA
OAHOro reHa B XxpoMocome X. Pasnuyatot tpu
™™na remopuaun (A, B, C).

@ Nemodpunmna B obycsioBneHa gePpmuMTOM
n1a3smMeHHoro aktopa CBéptbiBaHMA IX n
XapaKTepu3yeTcA
KPOBOTOYMBOCTbIO FreMaTOMHOro tuna. Pakrtop
X — KOMNOHEHT TpOoMbGOMN1IaCTUHA MJ/1a3Mbl.
[TPUYNMHOM KPOBOTOYMBOCTU SIBJISIETCH
HapyLLUeHWe nepBon da3sbl CBEPTbIBAHMS
KPOBM — 06pa3oBaHMA TpOMOOM1acTUHaA B
CBA3M C HAC/1IeACTBEHHbIM Ae(PULUMTOM
aHTUreMouIbHOro dakropa.
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® ['ybapeBon dNbBMpbI
@ 105 rpynna




