«Meauko-bnonornyeckne oCHOBbl KOPPEKLIMOHHOW Nefarorku nu NCUXosorun:
OCHOBbI reHEeTUKUN 4erioBekKar

’EHHbLIE CUHOPOMBDbI
AYTOCOMHO-PELECCUBHOIO TUIMNA HACJIIEOOBAHUA
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[eHHble bone3Hu, cooTBeTCTBYyHOLlMNe peuecCCMBHOMy Tuny HacnenoBaHus

Jlokanu3sauus
CuHdpom Kpumepuu HacnedoeaHus
MymaHmMHO20 2eHa
12q22 oMyTaHTHbIN reH NPoABAAETCA
deHUNKeToOHYpUA
(GKY) Hem cuHme3sa ¢eHunanaHuH- TOJIbKO Y FOMO3MroT No
2udpoKcunasel. peLecCuBHOMY reHy.
eEcau pognTenn reteposnroTHsbl, To
21922 BEPOATHOCTb POXKAEHMA BONBHOrO

pebeHKa coctasnseTt 25%.

fomouuctuHypua Hem cuHme3a yuCMamMuoOHUH- 5
o[1pn aHaNn3e PoaOCNAOBHOM

cuHmMmemasel. .
MYTAHTHbIW reH NPOsBNAETCA He B
Ka*kJ0M NOKONEeHUN.
Ip13 eBepoATHOCTb NPOABEHUS
31aKTo3eMuUs Hem cuHmesa 2anakmo3o-1- MYT@HTHOIO reHa BO3pacTaeT B

gocpam-ypudunmpaHcgepasoi DOZCTBEHHbIX BpaKax.

eY4acToTa NPoABAEHUA MYTAaHTHOIO
reHa y INLL, })KEHCKOTO U MYMKCKOFO

CuHppom Ywwepa  14q noaa ogMHaKoBa



DeHUIKETOHYPU S

HacreacTBeHHoe 3aboneBaHne CBA3aHHOE C
HapyLleHneM metabonuama eHunanaHuHa. -‘

c——

HecobnogeHne H1M3kobenkoBow ANEThI

COMNPOBOXOAETCH HaAKOMSIEHNEM \
doeHunanaHmHa n ero TOKCUYECKNX NPOaYKTOB, Y

YTO NPUBOAUT K TSXKENOMY nopaxeHuto LIHC, vt -
NPOABAIOLLEMYCH B BUAE HapyLUEeHUd *a

YMCTBEHHOIO pasBUTUA
(beHnnMMpoBNHOIrpagHOM onuropeHnn).

OOHO U3 HEMHOIMMX HacneacTBeHHbIX
3aboneBaHuit, NOaAaOWMXCA YCNeLWHOMY
rNevyeHmIo.

Bcrnencrteme metabonunyeckoro 6rioka beHmnnanaHmHa B opraHn3me nponcxoauT
HaKOMSIEHME ero TOKCUYHbIX

NPON3BOAHbIX (PeHUNNUPOBUHOrPaLHON U PEHUNOMOSIOYHOMN KUCNOT, KOTOPLIE B
HOpME npakTuyeckn He obpasyoTcd. Kpome Toro, obpasyroTcst TakKe noyTu
MNOSIHOCTbIO OTCYTCTBYHOLLME B HOPME (PEeHNNITUNaMNH N OpTOdEHMSALETAT,
N30bITOK KOTOPbLIX Bbi3blBAET HapyLleHne metabonmama nunnaos B

rOsTIOBHOM MO3re.



DeHUIKETOHYPU S

[Mpn cBoeBpeMEHHOW OMarHOCTUKE MaTonornyecKnx
N3MEHEHUN MOXHO TMOSIHOCTbO MN3bexarb, ecnu C
pOXOeHnss (M Ha BCK  XW3Hb) OrpaHUYUTb
NOCTYyNfeHne B OpraHn3amM doeHusnanaHmHa ¢ nuLlemn.

[MlosgHee  Havano  rne4vyeHnss XoTa U OaeT
onpegeneHHoln  9pdPeKkT, HO He  yCcTpaHder
pa3BMBLUNXCA paHee HeobpaTUMbIX WU3MEHEHUN
TKaHW Moa3ra.

lNledyeHne npoBoAUTCA B BMAE CTPOron AMETbI OT OOHapYXEHUS
3aboneBaHnNs Kak MMHMMYM A0 MOMOBOr0 CO3pEBaHNSA, MHOTME aBTOPbI
NPUOEP)KMBAOTCA MHEHUSI O HEOOXOAUMOCTU NOXU3HEHHOW OUETHI.

Oednumnt 6enka BOCNOMHAETCA aMUHOKUCNIOTHLIMU cMecsaMun 6e3 beHmnanaHuHa.



DeHUIIKETOHYPUSA

PaspabartbiBaloTcd  HOBble  MNoAxodbl K JIEYEHUMKO -  UCMNONb30BaHue
3aMeCcTUTENbHOM Tepanum — pacTuTenbHbiM epMEHTOM, NpeBpaLlaloLLIMM
deHunanaHmH B 6e3BpeaHble MeTabonnTbl, U reHoTepanns Ha OCHOBE BBEAEHUS
B OpraHM3M BMPYCHOIO BEKTOpa, coaepXallero reH deHunanaHuH-
rmopokcunasbi.

ATnnyHble bopmbl HE NoaAAaTCA ANETOTEPANUN N NeYaTcsi TONbKO BBEAEHNEM
npenapaToB TeTparnapodmnonTepmnHa Unm ero CUHTETUYECKNX aHaroros.



I'omouucTuHypus

KnnHnyeckune nposiBneHus

Hetn poxgatoTcsa 6e3 kakmx-nmbo cneundnyeckmx OTKNOHEHNUN.

B TeueHne nepBoOro roga *K1U3HM pa3BMBaeTCa YMEPEHHO BblpaXKeHHasi rmnoTpodus:
HapacTaeT gedunumnT Maccbl Tena, HapyLlaeTcs COH, pebeHOK CTaHOBUTCS
pasapaKnTenbHbIM N MNAKCUBbLIM, OTMEYaETCH No3aHee 3akpbiTUe POAHMNYKOB,
aeopmaunst KOHEYHOCTEN, 3aepKKa NMCUXOMOTOPHOIro pa3BUTUS.

Y pebeHka nosiBNsitoTCA
BbICOKOCNEUNPUYHbIE Ma3Hble CUMATOMbI:
NOABbLIBUX XPYCTaNMKOB, BblpaXKeHHas
BrIN30PKOCTb, ApOXKaHMe padyXKKu.
Heckonbko no3gHee NpucoeanHsTCS
acTurmaTuam, rnaykomMma, Kkatapakra,
OTCNonKa ceTyaTKku, atpodms 3pUTENbHLIX
HEepBOB.

YacTo roMounUCTUHYPUN CONYTCTBYIOT
YMCTBEHHAs OTCTanoCTb, HApyLeHNs
MbILLEYHOro TOHYyca ( CNacTUYHOCTb, pexe
rMNOTOHUSA), TMNEPKNHESBI, CYAOPOXKHbIN
CUHOPOM, NOBEOEHYECKNE HAPYLLEHUSI. ,.




I'omoucTuRypus

JleyeHne — cneunanbHag gmeta u/vnu
bonblume 0o3bl (50—500 Mr B CyTKK)
BUTamMmnHa B6,

[lneta gomkHa oblTb ManobenkoBou ¢
HU3KUM COEpPXXaHNEM METUOHUHA U
OOMOSTHUTENbHBLIM BBEOEHUEM KarbL S,
Xenesa u BATaAaMUHOB.

BbisBneHne 3aboneBaHna Ha JOKITUHNYECKOW
cTagumn, paHHee Ha4arno nedYeHust n cobnogeHme
ne4yebHOW AMETbI MNO3BOSIAT OTCPOYNUTL UNK
npegoTBpaTUTb NHBANMMAN3NPYIOLLNE OCIOXHEHUS
(MHTenneKkTyarnbHbIE HAPYLUEHUS, Napanuyu,
aTpouio 3puTenbHbIX HEPBOB, JIeroO4YHOE cepaLe,
TAXKENy apTepuanbHy0 rMNepToHUIO, NHCYIbThI,
NH(aPKTbl BHYTPEHHNX OpraHoB 1 Ap.).




I'ajgdakTo3zeMus

3aboneBaHne NPOABIISIETCS B
nepBble OHU N HEOENMN XN3HN
BbIPa)XEeHHOW XeNTyxown,
yBENUYEHUEM NEYEHN, PBOTOWN,
OTKa30M OT eflbl, CHXKEHNEM MacChbl
Tena, HeBPONormM4yeckom
CUMMNTOMATUKOM (Cyaoporu, HACTarMm
(Henpown3BonbLHOE

OBWXEHMe rnasHbiX S0MoK),
TMMNOTOHUEN MbILWL,; B AaNbHENLLEM
oOHapyXuBaeTcs oTcTaBaHuNeE B
don3N4YECKOM N HEPBHO-NCUXUYECKOM
pasBUTUN, pa3BUBAETCSH YMCTBEHHas
OTCTarnoCTb, BO3HMKAET KaTtapakTa.

TakecTb 3aboneBaHUst MOXET 3HaYUTENbHO BapbnpoBaTtb, MHOIAda €aNHCTBEHHbLIM
npodasrieHNEM raflakto3emMmm ObIBaOT NULLb KaTtapakTta Uinm HenepeHoCMMoOCTb MOJTOKa.

Knaccuyeckas ranakro3eMusi 4HacTo HOCUT XKU3HEeYrpoXatoLLmii xapaKkTtep.



I'ajgdakTo3zeMus

B HacTosLwee Bpems

npoBOAUTCS MaccoBoe obcriegoBaHue
HOBOPOXOEHHbLIX HA ranakro3eMuto.
OnpepensieTcs ypoBeHb TOTanbHOM
raniakTosbl B MATHaX BbICYLLEHHOW KPOBU
donyopecLUeHTHbIM METOLAOM.

[Nloka3aHa BbicoKasg 9dEKTUBHOCTb
paHHEro BbISABIIEHNS1 DEPEMEHHLIX B
CeMbSX BbICOKOro pucka u
BHYTPUYTPOOHOW NpounakTmku,
COCTOSALLEN B UCKITHOYEHUN MOSOKa U3
AVETbl DepEMEHHBIX.

[1py noaTBEpXOEHUN AMarHo3a
Heobxoamm nepeBoq pebeHKa Ha
NUTaHUE C UCKIMHOYEHNEM, TMABHbLIM
obpasom, Mosioka.

3 nekapCTBEHHbIX NpenapaToB
nokasaHo Ha3HadyeHne opoTaTa
kanusa, AT®, kokapbokcunassl,
KOMMJ1eKC BUTAMUHOB.



Cunapom Yiepa

reHeTn4yeckoe 3aboneBaHue, Bbi3biBaeMoe MmyTtaumen ogHoro n3 10 reHos,
npuBoasLLEE K BPOXOEHHOW HEMPOCEHCOPHOWM TYroyXOCTU N NMPOrpeccupytolen
noTepe 3peHus (NurmeHTHaa gereHepauus). OgHa U3 OCHOBHbIX

NPUYNH cnenornyxotbl. B HacTosdwee BpeMs Hensnednm.

OdTanbmonornyeckoe obcnegoBaHue
OOHapyXMBa€eT TUMNUYHbIN MEeaNIEHHO
NPOrpeccuUpyoLLnMn NMUMEHTHbLIN PETUHNT,
HaYMHaOLWMNCS CKOMNIeHNEM rpaHyr
NUrMeHTa Ha rmasHom gHe,
PacCnpoOCTPaHALNXCA MO HanpaBieHUIo K
nepudepun. lNonsa 3peHna MeaneHHo
CyXXalTcs, 1 napannenbHO CHUXKaeTcd
ocTpoTa 3peHuna. K apyrum rnposiBfieHUsaM
NaToONoOrnm rras OTHOCATCA KaTapakTa,
rmaykoma.

Y 6onbHbIX 0OTMe4YaeTcs aTpodumst KopTueBa opraHa u anuTenus
BHYTPEHHErO 1 HapPY>KHOTO >erobka yruTKu.

NmeeTcsa peskas aTpodus cnvpanbHOro yana, ero nepudepuyeckmx u
LieHTpanbHbIX BOFOKOH
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CBOEBpEMEHHOE BbISIBNEHNE Yy OOMbHbIX MUIMEHTHOTO PEeTMHUTa U co3daHue
afeKBaTHbIX MefarorM4ecknx YCroBUI NpeaoTBpaLLalT CTPECCOBbIE COCTOSHUS,
CBsi3aHHbIE Y [MyX0ro YyenoBeka ¢ notepen 3peHns. MeTtoabl neYeHns oTCyTCTBYIOT.



