DEeHUAKETOHYPUS

® OKY

® PUHUANMUPOBUHOIPaAHAS
OAUrodpeHns

® 60Ae3Hb DeArrHra




HacaeacTBeHHOEe 3ab60AeBaHMe obMeHa OAHOM U3
Ba)XHbIX aMUHOKMCAOT (beHUAaAaHMHA), B CBA3U
C HEAOCTaTKOM MAM MOAHbIM OTCYTCTBUEM
HeobxoanuMoro aars obmeHa pepmeHTa. 1O
MPUBOAMT K HAKOIMAEHMIO B OpraHu3me ocobo
TOKCMYHbIX BELLECTB, MOPa)KaroLMX HEPBHYIO
cucTemy.



~ MecTtonoAo)xeHue reHa
B XPOMOCOME (AOKYC):

12 q 22 — 24, 2
4p 15,3



IDTUOAOIMMS U MNaATOreHes:

[DeHvnanaH/H
CvHTe3 benka OeHnanaH/HoOK/1aasa
DeHuNNMpoBUHOrpaaHan MeHuNyKCycHan meHunlmlonouHaa
B l
l v l
Mosr leyeHb Moyku

(HakonneHue) (Hakonnexve) (BbIaENeHVe)

Y
(MeHunreKoHoBbIE Tena



DusnyecKkue rnpU3HaKm:

- AeTH BEAOKYpble CO CBETAOM KOXKEN M roAybbiMM raazamm

- YACTO OTMEYAIOTCA IK3eMa, AEPMaTUTBI
- MOYa U NMOT UMEIOT « 3aMAECHEBEADINY, KMbILLUMHbBINY,
«KBOAYMMY 3anax

- bbicTpOE U YpeamepHoe npmubaBaeHMe B BeCe, OAHAKO
OCTalOTCA PbIXAbIMU, BABIMM.

- ¥y 6BOAbLUMHCTBA paHO 3apacTaeT BOAbLIOKH POAHUYOK




IlNcuxonaroArornyeckm
oOTMeYaeTcCs:

® YMmcTBeHHas oTcTarocTb( 657% - raybokas, 31.87% -
yMepeHHas u 3.2% - Aerkas)

® Heaopassutue peymn (ee MAM COBCEM HET, UAM €CTb
OTAEAbHbIE CAOBa, KOTOPble 6OAbHbIE HE COOTHOCAT C
0b6bEeKTOM), T.€. HapyLLIEHO:

- MIOHNMaHNE peYn ?-f-"

- 3BYKOIMPOMU3HOLLEHME

L COIT]
ITO" METHITHHE. ..

Puc. 12.8 X
BonbHO#M C heHnIKeETOHYpHEN.
aban MUrMeHTayns KOXH, BOIOC,
PaayXHon oboI0YKHM Nas,
YMEpEeHHan CTENeHb ONMroppeHnn



HeBpoAormyeckas

CHMMIITOMaTHUKA.

@ 3nuAenTndopMHbie rMpUnasKku
. ® HapyweHue mbilue4yHoro ToHyca
® [Iroxas koopAMHaLMA ABUXKEHUM

® MHoro cTepeoTunum, 4acTbl Apyrme 3HaKu
3KCTPanmpamMmAHON HEAOCTATOYHOCTHU
(aTeToMAHbIE, XOPENPOPMHbBIE ABUIKEHMS)

ST .

—




PaccTpoucTtBa noBeAeHMA:

- ® ABurateabHoe 6eCrioKoyCcTBO, LLeAEHANPaBAEHHBbIE,
| HeyripaBAgeMble nepemeLLeHnsa oT obbeKTa K 06beKTy,
6ecLieAbHble MAHUMYASILMU C TPEAMETAMM.

UAUN

® AeTu NaccuBHbI, BSAbI, MAOXO Y3HAIOT BAU3KMUX,
OXXMBASIIOTCS 1PpU YIIOMUHAHUU O EAE.




lNartoAroroaHaToMmyecku

ob6Hapy>kmBaeTcsa:

- MaAad MacCa MO3ra

- AEQEKTbI MUEAMHE3aLMNUN B KOpE
60AbLUMX MOAYLIapun( 0CObeHHO B AOBHbIX
U BUCOYHbIX AOASIX), U APYTUX CTPYKTYpax
(BHYTPEHHSS KariCyAa, 3pUTEAbHbIE
MPpOBOASLLME YTH)

- AEMUrMeHTaLms YepHou cybcTaHUmumu



ObcaepaoBaHHE ACTEM:

Bce HoBopoOXxKA€eHHbIE 0bCAEAYIOTCA MO CreLMaAbHBIM
rporpaMmMam CKpUHMHra Ha roBbILLIEHUE KOHL,EHTPpaLMM
deHnAaraHnHa. VIcrioAb3yioT:

|.MuKkpob6MoAOrMYeCKMN METOA ONMPEAEAEHMS
KOHLIEHTPpaunu GEeHNAIAAHNHA B KPOBM.

2. MNpoba WEAAMHIra Ha peHUANMUPOBUAHOITPAAHYIO KUCAOTY
B Mo4e (bepeTcsa 5% pacTBOp TPEXXAOPUCTOIrO XKEAE3a U
YKCYCHOM KUCAOTbI U NMPUOABASETCS HECKOAbKO KareAb K MOYE,
MOSIBAEHME 3EAEHOM OKPACKU FOBOPUT O MOAOXKUTEAbHOM
peakumm Ha peHMAaAaGHUH).

B AaAbHevileM orpeAeAsiioT KOAMYECTBEHHOE
coAep>KaHue peHHMAaAaHMHA B KPOBU M MOoYe
(xpomaTorpaguss aMMHOKUCAOT), , 3TO MCCAEAOBAHME C
MOMOLLbIO CreLMaAbHbIX aHAAU3aTOPOB.



HacAaeACTBEHHOCTb:

BoaesHb HacreayeTca no DELLECCUBHOMY TUMY (T.
e. boreroT cecTpbl M 6paTbs U3 OAHOM CEMbMU, a
POAMNTEAU 3AOPOBbI, XOTS U SABASIIOTCS
reTepo3uroTHbiMu Hocuteasmmu reHa OKY).

[eH ¢peHnAKeTOHYpUM BCTpeyaeTcs B cpeAHEM y |-2
Ha 100 yeaoBek, HO 6OAE3Hb MOXKET BO3HUKHYTb
AULLIbL B TOM CAyYae, ECAM U MaTb M oTeL, pebeHKa
ABASIIOTCS HOCUTEASIMU 3TOro reHa, u pebeHok
YHAacAeAyeT ero B ABoviHoM Habope. [losTomy
60AE3Hb BCTPEYAETCSA 3HAYUTEABHO PEXKE, YEM
pacrnpocTpaHeH reH. boabHbie OKY (0baasaTean
ABYX MaTOAOIrM4YECKUX FEHOB) MOryT UMETb AETEMN C
beHMAKETOHYpUe TOAbKO rpu BCTYMNAEHMU B BpaK ¢
HOCUTEASIMU TakmX Ke reHos. [lpu BcTyrnaeHumn B
6pak ¢ amuamm ceoboaHbiMu oT reHa PKY, aeTu He
6oAaeloT 3TUM 3a60AEBAHMEM.




AMETO TepanusAa.

NckAarounThb:

Msico, Koabacbl, pbiby, 6yAbOHbI, AkiLA, TBOPOT,
CbIp, MyYHbl€ U3AEAMS, KaLLN U3 €CTECTBEHHBIX

Kpyr, $acoAb, OpEXHU, LIOKOAAA.

MeHI0 AAS AeTen cOCTaBASIeTCH U3:
bpyKTOB, OBOLLEMN, KDAXMAAbHBIX U3AEANH,
JKMPOB, CO CTPOIrMM YHETOM COAEPXKAHMA B

HUX peHUAAAAHUHA.
N
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MD muar OKY-0»

/\eyebHoe NuTaHMe Ha OCHOBE AaMUHOKUCAOT

be3 peHuAaHUHa, MpeAHa3HA4YEHHOE AAS

BCKapMAWBaHWA AeTeu, BOAbHbIX
beHUAKETOHYpUEN NEPBOro roAa XXMU3HMU.




«MD muan OKY-1)>

Ae4yebHoe nuTaHUe Ha OCHOBE AaMUHOKUCAOT
be3 beHMAIAUHA, IPEeAHA3HAYEHHOE AAS
AnUTaHWs GOAbHbIX PEHUAKETOHYpUEN AeTek
B Bo3pacTe oT | roaa.




v

«MD muan OKY-2»

/\eyebHoe nNuTaHMe Ha ocHoBe

AMUHOKUCAOT be3 peHUAaAMHa,

NMPpEAHA3HAYEHHOE AAA MNMUTAHUA OOAbHbIX

deHUAKeTOHypuen Aeteu B Bo3pacte ot |

roAa.




«MD muan @OKY-3»

/\eyebHoe nuTaHne Ha ocHoBe aMUHOKMUCAOT

6e3 beHMAAAUHA, TpEeAHA3HAYEHHOE AAS
nMTaHus 6OAbHbIX QEHUAKETOHYDUEN - AETEM
cTapwe | roaa, B3pocAbix u bepemMeHHbIX
MKEHLLMH.




TI'py Hecob6AAEHUN YKEHLUMHOU
cneungpuyecKkou AmeTbl BO BpeMs
bepeMeHHOCTH y pebEHKa
BO3HUKAIOT CACAYIOLUNE MOPOKMU
pa3BUTHA:

B 92% cAy4aeB - yMCTBEHHAasl OTCTAAOCTb

B 73% cAy4aeB - Mukpouedarms

B 12% cAy4yaeB - BpO)XXAEHHbIE MOPOKU CeEpALLA

B 40% cAy4aeB - HM3Kasi Macca TeAa rpy POXKAEHNUU



lpodurakTuka PpeHUAKETOHYpUM:

® |. boAbLIOe 3HaYeHHnEe MMeEeT cneurasbHOe
HabAloAeHME 3a «(CEMbSIMM PHUCKA).
HoBopoxaeHHbie 13 3Tux ceMest AOAXKHbI ObITb
noABeprHyTbl 0653aTeAbHOMY BUOXUMHUYECKOMY
MCCAEAOBAHUIO M MPU MOKA3aHMNSIX K PAHHEMY A€YEHMUIO.

® 2. BHeApeHMe nporpaMM MaccoBOIro CKpMHMHra
HOBOPO>XAEHHbIX AASI paHHero BbiiBAeHusa PKY un
CBOEeBpeMEHHOro HasHa4yeH1s1 AMeToTeparnmm.

® 3.lpeHaTaAbHas AMaArHOCTUMKA B KCEMbSX
BbICOKOIro pMCKa;




Pab6oTy BbIMOAHUAMY:

® [lankpatoBa B.C.
® Cyxapesa M.B.

® CunoHckasa H.B.
® 3ybaHoBa H.A.

® borayesa A.H.

® Yuamnarosa N1.C
® Kuceaesa M.E.

® Csatoxo M.A.

® beabkoBa A.B.

® [leTtpoBa H.A.



HUcnoab3yemaa AutTepartypa:

® N.O.BasarsH «Heeponatoaormns» M.— 2003.

® «Kpatkaa MeAMUMHCKasa SHUMKAoMeANS [A.
peaaktop b.B. [Netposckmit M. — 1990.

® P.A. CamcoHoB «OcHoBbl reHeTUKu B
Aepektorormmy M. — [980.

® A.IO. AcaHos, H.C. Aemukosa, C.A. Mopo3sos
«OCHOBbI FreHETUKM U HACAEACTBEHHbIE HAPYLLUEHUS Y
Aeteuy M. — 2003

® E.M. MactiokoBa, A.l. MockoBkmHa «OcHoBbI
reHetuku» m. — 2003

® http://mameé6.ru/zdorovya_baby/-fenilketonuriya/
® http://www.medactiv.ru/yguide/f/guide-f-0059.shtml



