SEHTALUA

MY:

NCTBEHHbIE 3AEONEBAHMS
DEMEHA BELLECTB»



IEACTBEHHbBIE BOJIE3HU OBMEHA
BELLECTB

3BecTHO Oosree 2500 Hac/IemCTBeHHBIX

TO \ DB HACJICICTBEHHBIX OOJIe3Her oOMeHa,
bKO I gacTy 13 HuX (iurst 300) ycTaHOBIIEH TOYHBIV YPOBEHD
YyecKkoro 0sioka 1 xapakrep depMeHTaTHMBHOTO jedpeKTa.
Op 0OJIBIIIas YacTh STUX 3a00sIeBaHVIN He IVarHOCTUPYyeTCs
JIIeTCS TI03/THO, KOra IIPOMCIIIeAIie HapyIeHsE HOCST
b1/l XapakTep. OnHa 13 TPyOHOCTE paHHe!

VKA 3aKJII0YaeTCs B TOM, YTO B IIeprO1, HOBOPOXIeHHOCTU
. reyi HeT crelyecKX pacCTpOVICTB, a ITO3JHIIe
IIPOSBJIEHNSE PEHOTUIIIMYECKM CXOXM C 3a00J1eBaHMSIMI
HeHaCJIeJICTBeHHOI'0 TeHe3a. Bropast o0coOeHHOCTh COCTOUT B TOM,
UTO DI HaC/IeICTBeHHBIX 3a001eBalm oOMeHa BellecTB
XapaKTepeH KIMHMYeCKNII II0JIMMOPdP13M, 00y CIIOBIIEHHBIN
TeHeTNYeCKOV FeTePOreHHOCThI0. DTO OOBSCHAeTCS HajlndvieM
MHO>XKeCTBEHHBIX M30aJUIeJIbHBIX My TaLlMI Y1 BO3MOXXHOCTBIO
BO3HMKHOBEHV MyTallMl B pa3HbIX FeHax.

T,




> [IPOsIBJIEHIS HacJleJICTBEHHBIX OoJIe3Her oOMeHa
OM OIIpeIeIIoTCs TIopaKeHieM HEPBHOM
O [PV HapylIlleHsiX OOMeHa aMMHOKMCIIOT,

< IIPOSIBJIEE
CTBEHHBIX OOJIe3HEl BayKeH aHaJIN3 HeBPOJIOTUECKIIX

X CTaITVIsIX PA3BUTUS, U

YyeHue 1x OT PeHOKOIMM- 3a00s1eBaHN 1

ICTBEHHOV IIPMPOIbI CO CXOTHOM KIMHIMYECKOV KapTVHOTL.
IpaKTIYeCcKoe 3HAUeHVe IMEET BBISIBJIEHIE

HBIX HOCHTeJIeVI MyTaHTHOI'O TeHa ITpn

HbIX Ooste3Hsax. Hammpumep, ripu yacrore
permikeronypuu 1:10 000, MyTaHTHBIV T'eH BCTpedyaeTcdB
morysisitn 1:50. TereposmroTHoe cocTosiHVE MOXET KITMHUYECKI
He OOHapyXMBaThCs, II03TOMY BbISIBJIEHVIE YMEPEHHO BbIPaskeHHBIX
VI3MEeHeH I MeTaboJI3Ma ABJIeTcs eqVHCTBeHHBIM yKa3aHeM Ha
HaJI/4urie MyTaHTHOTO r'eHa.






eHHble bone3Hn oomMmeHa aMUHOKUCTIOT

OpraHm3Ma 4JesjioBeKa Ype3Bbl4aliHO BeJIVKa.
OCHOBHBIMV CTPYKTYPHBIMU 3JIEMEeHTaMU
Te3a VIMMYHOIJIOOYJIMHOB, TOPMOHOB,
KIOBIV (pepMeHT IVt OeJIOK VIMeeT
[[/1/1, KOTOpble OIIpeesIsioT 1
OLIeCCHI V1 pasBUTIE OpraHM3Ma.

yecKue cBovICcTBa 1
T CJIOJKHBIE OOMEeHHbIe

IOKICJIOT HE MOXKEeT CMHTE3MPOBaThCs B OpTraHM3Me
OTO He3aMeHVIMble aMTHOKVCIIOTBIL: TPUIITOdaH,
_ VH, MeTVIOHWVH, JIVI3VH, JIVIIIVIH, M30JIeVIIH, BaJIVH U
TPEOHMH. b JEeTCKOM BO3pacTe K VX UMCIIy OTHOCUTCS TMCTUAVH, T.
. OpraHm3m pe6eH1<a He MOXXeT CMHTEe3MpPOBaTh 3Ty
aMIMHOKIVICIIOTY B HEeOoOXOIMMBIX I HOPMaJIbHOTO pOCTa
KoJImuecTBax. KirleTky pacTymiyx TKaHe cogep>XaT aMUHOKMC/IOThL
B BBICOKIX KOHIIEHTpPAIMIX, UYTO SIBJISIETCS CBUIETEIILCTBOM
BBICOKOV MHTEHCVBHOCTY ITPOIIECCOB TPAaHCIIOPTA aMVMHOKMCIIOT
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MaJIbHOT'O pOCTa ¥ pa3BUTIS BaXXHO He
YIIQFOIIVIX aMVHOKVICIIOT, HO U VIX

e VIV HefToCTaTKe aMHOKVICIIOT
MICJIOTHOIO ayicoastanca. Hanpuwmep,
T POCT OpraHm3Ma, MeTVOHHA-
KCHYeCcKoe Iopaxe HEePBHOVI CICTEMBI, LIVICTMHA-

T PasBUTIIO XMPOBOV MHMWILTPALIVIV [IeYeH.

M, HapyIlleHrs MeTa0oIM3Ma aMUHOKICIIOT
HapyILIeHVIO0 HOPMaJIbHOTO PYHKIIMIOHMPOBaHA
eJI0BeKa.



IHbleé HapyLueHUss oOMeHa aMUHOKUCTIOT

).E. Besrpruiies, 1978 1.)

[HIeHsI OOMeHa aMMHOKICIIOT,

@FOTITECST VB eHleM VX KOHLIEHTpally B KPOBU 1
DeHVJIKeTOHY PV, IIVIHEeMVI, TPUIITOPaHy Py,
'KJIECHOBOI'O C1poma", OPHUTVMHEMVIST, IUTPYJUIMHEMVIS U
TOBaHNe, B OCHOBHOM, II0 ayTOCOMHO-PELeCCBHOMY
HOBE pasBUTIS 3a00J1eBaHNI JIEKNT HapyllleHye CHTe3a
TYPBI TeX VIV VHBIX (PEPMEHTOB.

2. HaciiefictBeHHbIe HapyIlleH s oOOMeHa aMMHOKCIIOT,
COIIPOBOXKIAOIITIECS YBeJIMYeHeM X BbIIeJIeHVIsI C MOYOV1 Oe3
M3MeHEeHVS YPOBHS B KpOBI: TOMOLIICTUHY P, rmiodpocdarasiis,
aprMHocyKuMHaTaumnprﬂ u op. I Ipu maHHbBIX SH3MMOIIATISAX
HapyllleHO 00paTHOe BcacklBaHVe B II0OYKaX, UTO IIPUBOINUT K
YBEJIMYEHMIO X COOepXaHs B MOYe.



apylleHNs CUCTeM TPaHCIIopTa

11, TpuaTodanypus, OostesHs ['apTHera
TCsI SH3VIMOIIATI, PasBUTHE KOTOPBIX
COpPOLMIM aMVMHOKMCIIOT B IIOUKaX M

rurepaMyHonny pvmn: cuHgpom OaHKoHY,

g, TajJlaKTo3eMms, 0os1e3Hbp Bruibcorna-KonoBasioBa 1
178 BIX COCTOSHMSIX BO3HMKAET BTOPUYHAs

Hepaln30BaHHad IIIepaMHOALINYy P B pe3ysibTaTe

YPUYHBIX TYOYJIAPHBIX HapyIIIeHWU.
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®eHunketoHypus (PKY)

934 r. Folling riox Ha3BanmeM

ast MMOeIIbHOCTD" . Trir HacitemoBaHms -
YacTtoTra 3ab0s1eBaHms cOCTaB/IgeT

bIX. | IpeHaTasbHbIVI [1arHo3
FeHeTMYEeCKIMX 30HI0B M OMOoTIcm

VIEO KJTaCCMYeCKOV KIIMHIMYeCKO KapTuHbI Ipu OKY

T HEIOCTaTOYHOCThb (PeHVIIaJIaHUHIVIPOKCIIIA3bL U
YHOCTB peyKTasbl JUTVAPOITepUHA- 2-T0 pepMeHTa,
IOIIero IMAPOKCIINpOoBaHYe peHvIalannHa. Vix
HEJIOCTaTOK HPMBOAUT K HAKOIUIEHWIO (peHVUIaJIaHVHA XDA) B
MUIKX cpefax opranmsMa (cxema 1). Kak mssectHo, @
OTHOCHUTCS K He3aMeHVMBIM amMyHoKMcsioTaM. IlocTynarormmi c
IIPOAYKTaMI IIUTaHNS 11 He VICIIOJIb3YeMBIVI JJIsI CMHTe3a Oejlka, OH
paciiagaercs 1o TuposuHosoMy iyt [Ipy @KY Habmomaercs
orpaHmuueHne mmpeppaiiieHrs @A B TUPO3UH 1, COOTBETCTBEHHO,
YCKOPeHMe ero rpespalieHns B peHImpOoOB/HOTIPaIHYIO
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MYHBIX KJIMHMKO-OVOXVIMUYECKMX BapraHTOB
qTO cpeHMHaHaHMHrMLLPOKCI/masa SIBJISIeTCSI
" CVYICTEMBI.



161X 11 CKPBITEIX popM DKY cBsa3bIBatoT C
VIaJIaHVHTPpaHCaMMHA3bI,

I OKCH/Ia3bI

IHOIpalHOVI KMCJIOTBL. ATUIINYHASL
>TCst TIOpakeHVieM HepBHOVI CYICTEMEI
raTe IO3IHero pasBuTid PepMEeHTATBHOIO JedeKTa.

1 C PeHWIKeTOHYPMeVl BO3MOXXHO pOXIeHVe JeTevi C
MUKpoLedpaimen, 3aJep>XKo YMCTBEHHOT'O pa3BUTSI,
"HapyIIeHWMsIMW Pa3BUTVSI MOYEBBIIEJINTEIbHOV CCTEMBI, II0O3TOMY
HeoOX0IMMO Ha3HauYeHe JueToTeparini BO BpeMsi 0epeMeHHOCT.



51 B 3aBMCMMOCTU OT HapyLUEeHUS
leHa BeLllecTB MOXHO pa3gesniuTb Ha
cnepymoLime rpynnboi:

Ha JIMIIIOB (JIMOMITO3bI, JIEMKOOUCTPOPUN)
VIHOKMCJIOT ((peHWIKeTOHY P,

(aZIpeHOTeHUTaIbHBIVI CHIPOM, TUITOQJIBIOCTEPOHM3M U JIP.)

‘BosiesHM NopPUPMHOBOTO 1 OVIIMPYOMHOBOrO OOMeHa
(Toppupmn)

= OoJsie3Hu MeTasu1oB (0ostesHb Brutbcona-Bectdaits-
KoHoBastoBa)



BaHUA BbIOENSAIOT crieaylowme
BapuaHTbI:

151, KOTOpble BKJITFOYAIOT:
oOMeHa aMMHOKVIC/IOT

CIIPOCTPaHEHHOVI IPYIIIION ABJISIOTCA OOJIe3H!

1 Te3ayPVUCMO3bI. DTa IrpyIira 3a00reBaHm
yCJIOBJIeHa HEeOCTaTKOM JIM30COMaJIbHBIX (PepMEHTOB U’
IIPOSABIIACTCS IIPOTPECCUPYIOIM OTJIOKEHVEM BellleCTB
OIlpe/le/IeHHOI'0 TuIIa B KJIeTKaX pas/INYHbIX TKaHel, OCOOeHHO B
JI30COMAX.



HAMAHUWE



