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Mexx1yHapOAHBIN Ka3aXCKO-TYPEIKUN YHUBEPCUTET UMEHU X.
A.fccayn

[IIBIMKEHTCKUU MEAUITNHCKUU HHCTUTYT

Tewma : I'ennsnie 6osesuu. Hapyienns B MeTab0au3Me aMUHOKHUCIIOT.
®ennkeToHypus I'ucTuguHEMUA

IIprnynHa,maToreHes,KJINHUKA,JUarHOCTHUKA,
T[PUPHT/TPJTP()T‘H()R

‘P

» I[lodcomosuaa : Axybxcarosa 3axpo
« I'pynna :2KMO-506
« IIposepuna : Canxooxcaesa I'.K




Llenb paboTbl:

% M3yyuTh KJIMHUYECKHE OCOOEHHOCTU
IMeToTepaIni HacaeACTBEHHBIX 3a001eBaHUI
oOMeHa BellecTB



AKTYya/IbHOCTb NPO6/1IEMBI

3aKJII04aeTcsa B TOM, UYTO CAMbIM HPOCTHIM B €JUHCTBEHHO
3D PEKTUBHBIM METOJIOM JIeUeHUsI ATUX 3a00JIeBaHUN
ABJIAETCA JUeTOoTepaIrd. ATO CBA3aHO C TEM, UTO UMEHHO
UTaHUE ABJIAETCA PETYIATOPOM MeXaHU3Ma OOMeHa
BelecTB. OCHOBHAA IeJIb TAKOU JUETOTEPAIIuU —
HUCKJIIOUEHME U3 pallioHa MUTaHUA (paKTopa C
HapyIIeHHON YTUJIN3alleU B OpraHU3MeE.

Taxum 00pa3oM, MOKET ObITh BHIKJIIOUEHA
3a0JI0KHpOBaHHAasA QEPMEHTHAS CUCTEMA U UCKJIIOUAIOTCS
BellleCTBa, MeTabOJIN3UPYIOIIHE €10, YTO IPEAYITPEKAAET

pa3BuTHe 00JI€3HU U IOPaKeHUE }KN3HEHHO BaKHBIX
OPraHoOB JIETCKOI'O OpraHu3Ma.



deamiakeToHypusa (PKY) — 10BOJIbHO peikoe-Hac/ieICTBeHHOe
3abosieBaHUE, CBSI3aHHOE C HapyIlleHneM OOMeEHA aMIHOKHICJIOT.
Opranusm 00JIbHOTO (peHUIKETOHYPHEN YeloBeKa He CIOCOOeH
paCIIEIVISTh aMHHOKUCIOTY (pEHIJIAJTaHUH, KOTOPas MOCTYIIaeT C
OesikoBOM IuIEel. B pe3ysbraTe 5TOro, B TKaHAX HAKAILIMBAIOTCS
coeZlMHeHNsI, OTPABJISIOIINE HEPBHYIO CUCTEMY U TOJIOBHOM MO3T B
yacTHOCTH. PazBuBaeTcs yMCTBEHHASA OTCTAIOCTh (MaJoyMue), BIIOTD A0
HTUOTHM.

B cBsA3U ¢ aTUM 00J1€3Hb IIOJIyUnIa U APyroe Ha3BaHUe —
(peHNIIUPOBUHOTPAAHAA OJIUTO(PPEHUS.




[[pryriHa BOBHUKHOBEHUS 3TOTO 3a00JIeBaHUS CBsI3aHa C TEM, YTO B
IIedeH! YeJoBeKa He BbIpabaThIBaeTcss 0cOObIN (pepMeHT —
deHMTATTaAHUH-4-TUAPOKCIIIa3a.( CHUKEHUA aKTUBHOCTHU
neueHoOYHOro pepmeHra) OH OTBeUuaeT 3a IpeBpallleHUE
eHmnasannHa B TUPO3UH. IlociieIHUN BXOIUT B COCTaB ITUTMEHTA
MeJIaHWHA, , TOPMOHOB ¥ HEOOXOUM JIJ1s HOPMaJIbHOU
pabOTHI OpraHU3Ma.

IIpu ®KY dbenunananuH, B pe3yJbTaTe IOOOYHEBIX IIyTell oOMeHa,
IIpeBpaIlaeTcs B BelllecTBa, KOTOPHIX He JOJI:KHO OBITh B OpraHU3Me:
(peHMITTNPOBUHOTPAAHYIO U (DEHHUIMOJIOUHYIO KUCJIOTHI,
benmwBTIIIAMUH 1 OPTOdEHUIANeTaT. ITU COEAMHEHUS
HaKaIlJIMBAIOTCS B KPOBU 1 OKa3bIBAIOT KOMILJIEKCHOE JIeHCTBHE:
HAPYIIAIOT IPOLECChl KUPOBOTO obMeHa B MO3Te€

* BBI3BIBAIOT JIeOUIUT HEMPOMEIATOPOB, KOTOPbIE MIEPEAAIOT
HEPBHBIU UMITYJIbC MEK/TY KJIETKAMU HEPBHOM CHUCTEMBI

* OKa3bIBAIOT TOKCUYECKOE JIeCTBUE, OTPABJIAA MO3T

« OTO BbI3bIBAET 3HAUUTEIBHOE U HEOOpAaTUMOE CHUKEHHE NHTEJJIEKTa.

Y pebeHka OBICTPO pa3BUBAETCA YMCTBEHHAs OTCTAJIOCTDh —
oIUroPpeHUs.



2muosiocua U hamozeHes:

[DeHvnanaH/H
CvHTe3 benka PeHvnanaHvHoKcaasa
MeHNNYpoBUHOTrpaaHanN MeHMNYKCyCcHan menwnlmlonouuau
B |
l v l
Mosr MNeyeHb Mouku

(HakonneHue) (Hakonnexve) (BbiaeneHve)

(MeHunreKoHoBbIe Tena



Ha peteit @deHnnKeToHy}
nary6Hoe BANAHNE OKa3t
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CUMNTOMbI PEHUNKETOHYPUM
[letu ¢ DKY poxkmarTcsa abCcoI0THO 310pOBEIMH. [1oaTOMY, eciu B TeueHue

IIEPBBIX IHEH KU3HU BhISIBUTH 3a00/1€BaHNE U IPUAEPKUBATHCS JUETHI, TO
yAaeTcsa IpeAoTBPaTUTh pa3pyllleHne Mo3ra pedbenka. IIpu sTom, HUKakue
IIpU3HAKU 3a001eBaHUSA He MOSABJISIOTCSA. MaJIbI pa3BUBAETCS U PACTET, KaK
1 €r0 CBEPCTHHUKHMU.

« Eciu ke MOMEHT yIIyIlieH, 1 peOeHOK yIIOTPeOIsieT B IUIIY OEJTKOBBIE
IIPOAYKTHI, OoraThle (peHMIaIaHUHOM, TO HAUUHAIOT IIPOSABIATHCA CUMIITOMbBI
IIOPa’KEHUA IEeHTPAJIbHOU HEPBHOU CHUCTEMBI.

- ITonauasy u3ameHeHus y 60JbHBIX (DEHUIKETOHYPHEN HE3HAUUTEBHBI. X
TPYHO 3aMETUTH JIaKe OMBITHOMY IIeAUATPy. DTO c1ab0CTh M OECIIOKONCTBO.

- MaJibII He ypIbaeTcss U MaJjio ABUTAETCs. PpeO0eHOK ITOX0K Ha JOPOTYIO
aHTUKBapHYI0 GapdopoByio KyKiay (O4eHb CBETJIbIE BOJIOCHI, APKO-TOJIyObIe
Iy1a3a, cyxas Ojie/iHas KoKa, TO 3aMeTHO Jjlaxke Ha ¢OTO).



QMMHTOMbl PKY
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- Kimectu mecdAiiam 3a7iep:kKa pa3BUTHA CTAHOBUTCA O0Jiee 3aMeTHOM.
PeGeHok ci1abo pearupyeTr Ha IPOUCXOJIAIIee, He Y3HAET MaTh, He ITbITAETCs
CecTb U nepeBepHyThcA. PeHnTaJaHuH U €r0 IIPOU3BOHBIE BBIBOAATCA U3
opraHusMa ¢ Mouou 1 ToToM. OHU BbI3BIBAIOT CIETU(PUUECKHUUN « MBIIITHHBIN »
WJIU 3aTXJIbIM 3amax.

- ['omoBasibiii pebeHOK He yMeeT BbhIpazkaTh I'0JIOCOM CBOU SMOIINH U
IepeKUBAHUSA, UM€EET HEBbIPA3UTEILHYI0O MUMUKY, HE IOHUMAET PEYb
poUTEIEN.

B Bo3pacTe Tpex JIeT U cTapiile CMMIITOMBI (DEHIJIKETOHYPHUH HapacTaloT. Y
netelt HabJII0/TaeTcs MOBbBIIIIEHHAsI BO30YMMOCTD, YTOMJISIEMOCTD,
HapPYIIEHUs ITOBEAEHMs, IICHXOTHYECKHEe PACCTPOMCTBA, YMCTBEHHAs
orcrasiocTh. Eciii He 3aHUMAaThCA JiedeHHeM (PeHUIKETOHYPUH, TO COCTOSTHIE
00JILHOTO OyAEeT YXY/IIaThCA.



du3uyecKue Npu3HaKU:

- demu 6eaoKypble co ceemaoil Koxcell u 20aybvimu 2aa3amu

- Yyacmo ommeuarmes aKk3ema, 0epmMamumbl
- MOYd U NOM UMEI0M « 3aNAECHEeBeNbIl», «MbIUUUHDBIIL», «BOAUULL» 3anax

- bbicmpoe u upeamepHoe npubasaetue 8 sece, 0OHAKO OCMAMCA
DbIXAbIMU, BSLABIMLL

- Yy boavwuHecmea paHo 3apacmaem 60AbU 0l POOHUUOK




[IlcuxonamoJ/io2u4ecKu omme4Yaemcsa:

« YmcmeenHnana omcmanocmu( 65% - 2aybokas, 31.8% - ymepenHas
u 3.2% - neexas)

« Hedopassumue peuu (ee uau cogcem Hem, uau eCmsv 0mMaoe1bHble
€084, KOMopble 60AbHble He COOMHOCAM C 00BeKmoMm), m.e.
HapYyuweHo:

- NTOHUMdaHue pevu
- 36YKOnNpousHoweHue

MedUiierieon
| : eJHITHHE...
Pwuc. 12.8

BonbHOWM C heHnnKeToHypuen.
aban MUrMeHTayns KOXH, BOsoC,

PaayxXHo# 060osI0YKH Nas,

YMEpEeHHan CTENeHb ONMroppeHnn
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HGBPOHOZUHECKGHCUManMamUl{a.'

» Anuaenmug@opMmHble npunadxu

- Hapywenue mvluiedHo20 moHyca

» I1noxas xoopouHauusn dsudceHull

« MHo20 cmepeomunuu, uacmwl dpyaue 3HaKu

sxempanupamudHoil Hedocmamounocmu (amemoudnbie,
xopeugopmHbvle O usiaE




Paccmpolicmsea nosedeHUH:

- /lsucamenvHoe 6ecnokoilicmaeo, ue.1eHanpas.ieHHble,
Heynpasasemvle nepemeuleHus om obsexma xk obsexmy,
becuenbHble MaAHUNYASUUU C NpedMemamu.

uiu

« /lemu naccusHbl, 8511bl, NA0X0 Y3HAOM DAUSKUX,
oxcusaiomesa npu ynomuHaHuu o e@e.

IHamo.aoz2oaHamomuuecxku 06H(IQ yrcueaemca:
° - Manasa macca mosea

« - deghexmul MueauHesauuu 8 xkope 6o.avuux noaywapuu(
0CO0EHHO 8 NI0OHBIX U BUCOUHDBIX 001X), U OpYy2ux
cmpykmypax (BHYMpeHHss Kancyaa, 3pumenvHbwle
nposodawue nymu)

« - denuemenmauus uepHoil cyobcmaHuyuu



/IMarHOCTUKa

B POZIUJIBHBIX IOMaX K 4-5 IHAM KU3HH (7151 HOBOPOXK/IEHHBIX
JIOHOIIIEHHBIX) OepeTcs IS aHaIN3a KPOBb. Y HEJIOHOIIEHHBIX JleTeN Ha
npenmer pennnkeronypuu (OKY) kpoBb Gepercst Ha 7 ZIEHD -- aHAINS
KpOBU (OMOXUMUYECKHH).

- 1pob6a PesnuHra (aHanmu3 Mouu, Ha oOHapyKeHHe (PEeHUIITUPOBUHOIPAHOM
KHCJIOTHI).

- TecT I'aTpu (aHAIN3 KPOBU HA YYBCTBUTEIBHOCTD K BBICOKOMY COZIEPIKAHHIO
dbeHUIaIaHUHA).

- xpoMmartorpadus (BeliecTBa MOIBEPralOTCA MAPKUPOBKE, IIOCJIE UETO,
cHauasia B «pa3dbeUHEHHOM», a IOTOM U B «COOpaHHOM» BHUJIE, U3y4aIOTCA B
pa3HbIX (ha3ax, HaIpuMep, B CTATUKE WU JUHAMUKE.

« QayopuMeTpusd, Onpe/iesieHrne KOHIIEHTPaluu (peHuI1alaHuHa IIPU
obsrydenuu yabTpaduosieToM. I1o3BosisseT 00HAPYKUTh MUKPOI03bI
BellleCTBa.

 IOWCK MYTAHTHOTO Ir'eHa (pa3BepHyThii aHaiu3 JJHK y B3pociioro,
nccienosanue JIHK-30H140M 1U1071)
- 99I'u MPT.

« OjuH U3 BaXKHEUIIINX METO/I0B — M3yUY€HHE POJOCTOBHOM MallyieHTa
Ha IMpeaMeT BhIABJIeHUsA (paKTOPOB, ClIOCOOHBIX CITPOBOIIMPOBATH
dbeHmIKeTOHYpU [0 (GJIM3KOPOJICTBEHHBIE OpaKU, CIydan HOJ00HOT0
3aboJieBaHUs Y KPOBHBIX POJICTBEHHUKOB).



e Aexaperea B newenun

(peHMIKETOHYPHUH

IIpenmaparsl KaabLus, pocdopa, Kejaesa
BuTtaMuHBI

-ITpenapatsl, yaydinaioiime MO3roBoe KpoBooOpallieHue
(HOOTpOIIBI — 11epebPOJIN3HH, aMHUHOJIOH, 2HIIedabo1)

-ITpenapatsl, yayudlialnyie TkaneBoi oomeH (ATO,
pUOOKCUH)

-IIpenapatsl, yaydliamiiyie MUKPOIUPKYISAIUIO
(TpeHTaJ1, TEOHUKOJI, IEHTOKCU(DUIITINH)

- JIEKApCTBa, cojieprKalie cOaTaHCUPOBAHHOE
KOJINYECTBO BUTAMUHOB, aMUHOKHUCJIOT 1 OEJIKOB
(terpadeH, 1odeHanak, apeHnnak, amoHTH, GeHu1 100,
deHm1 400).



uemomepanus.

Hexunrouumb:

Msco, Koabacwl, pvldy, bYyaboHbL, AllUa, meopoz, Cbip,

MYUHbLE U30eAUs, KAWU U3 eCINeCMB8eHHbIX Kpyn,
¢acoav, opexu, woxoaao.

MeH10 048 demeill COCMABAeMCA U3:
@dpyxmos, osoulell, KpaxmanbHbulx u3deautl, #upoas, co

cmpocum yuemomm coaepafcauuﬂ 6 HUa1aHUHdA.




lpopunakmuka peHuIKemoHypuu:

« bynymum marepam ¢ ®KY 114 npegorspaleHus
IIOBPEXK/IEHU IJI0/1A /10 3a4aTUs U Ha
MPOTSKEHNM Bcell OepeMEHHOCTH PEKOMEHYETCS
CTpOro cobII0AaTh JUETY C HUBKUM COJIEP;KaHUEM
dbeHMIaIaHNHA, ITOJIEP>KUBAS €T0 YPOBEHD < 4
MI'% (< 242 MKMOJIb/JI).

e 1. boavwoe 3HaueHue umeem
cneuuaavHoe HabArv0eHUue 3a «CeMbamu
pucka».

HosopoicdeHHble u3 amux cemell 0014 CHbL OblMb
noosepzHymol 0613amMeAbHOMY
buoOXUMUHECKOMY UCC/1e008AHUI0 U NPU
NoKA3aHUAX K paHHeMYy eHeHUl0.

e 2, BHedpeHue Npo2pamm mMaccoeo2o
CKPUHUH2A HOBOPOHCOEHHBIX 011 PAHHE20
eblasaeHua PKY u ceoegpemMeHHO20
Ha3HaueHua Juemomepanuu.

e 3. Hpenama/lbnaa JuazHocmuka e
«KCEeMBAX BBICOKO20 pucKka».




KaK npoaBndaeTcsa
dbeHnNKeToHypUa y
HOBOPOXAEeHHbIX?




« HoBopoxaenusle ¢ guarno3oM ®KY HruueMm He OTJIMYAOTCA OT 3/TOPOBBIX TeTeu. I/I eciiu
00J1e3Hb BOBPEMSsI BBIABUTH U OCTAHOBUTD €€ Pa3BUTHE, TO U B JaJIbHEHUIIIEM TaAKOH peOeHOK
ocTaHeTcA adCOJIIOTHO 3/J0POBBIM.

Kak BpIrIaaaT 60ibHbIE (PEHUJIKETOHYypHUEn?

HpI/I POXKACHNUN MJIQACHIIbI, 0OJIbHBIE (beHHHKeTOHypI/Iefl, HHU4YEeM HE OTJINYAIOTCA OT
OCTaJIbHBbIX JJE€TEH. Ho na BTOPOM MeECAILE  KU3HU HAYNHAIOT ITPOABJIATHCA UISMEHECHNA:
ITOCBETJIEHHUE BOJIOC U PAAYKKH I'Jla3d U3-3d HEAOCTATKA IINTMEHTA MEJIaHUHAa

« uype3MepHasi IprbaBKa B Bece

« OBICTpO 3apacTaeT OOJIBIIION POTHUYOK
 CcyxoBaras KOKa

* IIeJyIIeHue, 51

°* MOYa 4 II0T C XapaKTE€PHbIM « MbIIIIMHbBIM>» 3aIIaXOM

- Ha BTOpOM IOJIyrOAbe IETH, He MOJIyYaloliie JieueHle, IEPECTAIOT y3HaBaTh MaTh, HE MOTYT
bUKCHpPOBaTh B3IJIA HAa OTHOM IIPeAMETE, HE PEarupyloT Ha SpKHe UTPYIIKU, He CasaTCs 1
He MePEeBOPAYHBAIOTCs, CTAHOBSATCS pPas3/ipakuTeJIbHBIMU. B Bo3pacTe 2-3 roza oTMeuaroTcs
TaKHue OCOOCHHOCTH:

MMOABJIAIOTCAH U CIIa3MBI

* CKOBAaHHOCTb IZ[BI/I)KQHI/IIL/,I N 3aXKaTad «I103a IIOPTHOI'O», YTO CBA3aHHO C IIOBbIIIE€HHbBIM
HaIIpAXKE€HHUEM B MBI AX

¢ HeaJleKBAaTHOE IOBeJleHue, BBIKPUKHU, CMeX
¢ yMeHbIIIEHHE Pa3MepoB uepena

« nedopmanys yrHbIX PAKOBUH

e JpO’KaHUeE NAJIbIEB PYK

° BBICTYIIAKOIlasA BIIEpEd HUXKHAA YEJIIOCTh

* BHemHue IIPHU3HAKH 0o0J1e3HU BbIpa*K€Hbl HESHAUYNUTE/IbHO, HO ITPHU OTCYTCTBHU JHNETDI
Pa3BUBAIOTCA CUJIbHbBIE IICHXNYECKHE OTKJIOHEHUA, IIDUBOAAIIINE K MHBAJIMJITHOCTH.



Kakue cMecu ncnosb3oBatb ANA
pebeHKa ¢ (hbeHU/IKeToHypHen?



/11 demeitl 00 00HO20 200a peKOMeHOYom.:
Adenunak 13, Abenunak 15 ot komnanuu "Hyrtpurek", Poccus;

MIDmun ®KY o (Hero, Mcnianus);
XP Anajsor ("Hyrpumus", l'ostanaus);

®enunn @pu 1 ("Mug dxoncon" CIIIA).

e /lna demeii cmapuie 00HO20 2004 U 04151 83POCAbBLX:
ITI-AM 1, II-AM 2, II-AM 3;
Usuden (roToBbIN TPOAYKT), a Takke XP MaKcal\/IeI/m u XP

MaxkcaMyM ¢ HeUTpasibHbIM U GPpyKTOBBIM BKycamu ("Hyrpunus",
Tlosutangus).

¢ OTU NPOAYKTHI UMEIOT IIPEKPACHBbIE BKYCOBBIE KA4eCTBA U XOPOIIIO
nepeHocsTcsa. OHU He0OXOIMMBI JIETAM U B3POCJIBIM ¢ fuarno3oMm O®KY B
IIEPUObl YMCTBEHHBIX U (PU3UUYECKUX HATPY30K. CMecu y100HbBI B
IIPUMEHEHNH, IINTATEIbHbBI U IIOJTHOCTHIO IIOKPBHIBAIOT MOTPEOHOCTH
OpraHu3Ma B aMHUHOKUCJIOTAX.



KaKoBa Npoo/IXXUTEe/IbHOCTb
YXM3HU 6ONIbHOIO C
heHunKeToHypen?




 Eciiu uesioBeKy BOBpeMs ObLJIO Ha3HAUEHO
COOTBETCTBYIOIIIEE JIeUE€HUE, TO
IIPOIOJIZKUTEIBHOCTD U KAUECTBO €T0
’KU3HHU HUKaK He OTJIMYaeTCsI OT
OCTAJILHBIX YJIEHOB 00IIlecTBa.

* B TOoM ciryuae, ecsii pa3BUJIOCH
ciaboymue, TO IIPOAOIKUTETbHOCTD
*KI3HH Pe3KO0 COKpalllaeTcs.



Kakue 6biBalOT TUMDI
dbeHnAKeToOHYypUn?




« BrigesdmwoT 3 Tuia

denusikeronypusa I HoBopoxkaeHHbIE C g)eHI/IJIKeTOHypI/I 7
MaJIBIIIN, OOBIYHO BBITJIAAAT 3J0POBBIMH, HO OBIBAIOT CJIy4au, KOT/Aa
pebeHOK MOX03K Ha JJOPOTYI0 aHTUKBAPHYIO (papdopoByIo KyKiy (O4eHb
CBETJIbIE BOJIOCHI, APKO-TOJIyObIe Ty1a3a, cyxad Oje/lHasA KOXa, TO 3aMeTHO
nake Ha GoTo). Eciin 60J1e3Hb CBOEBPEMEHHO HE IPO/IMAaTHOCTHPOBAaHA U
He BBIAIBJIEHA, TO YK€ K JByXMeCSIUHOMY BO3pacTy y pebeHKa HaunHaeTCs
ype3MepHasd pa3ZpakUTeIbHOCTh, YaCThle IPUCTYNbI pBOTHI. [10 Mepe
pocTa MaJibliiia, IPUOJIU3UTETHHO B IEPUOL OT 4 A0 9 MECAIIEB,
CTAQHOBSATCA OYE€BHU/IHBI OTCTABAHUA B ICUXOMOTOPHUKE

o Penmakeronypus II. Kiimandyeckre CUMIITOMBI IIPOABJIAIOTCS Y
AeTeu MpUMEPHO KO BTOPOMY o1y *Ku3HU. U 1axke ecyti ObLIO
IIPOU3BEEHO CBOEBPEMEHHOE BhISIBJIEHHE 00JIE3HU M Ha3HAYeHa
aueToTepanusa — 00Je3Hb IIPOJA0JIKAET JOBOJIBHO aKTUBHO
IporpeccupoBaTh. K 3ToMy BpeMeHH! OTCTaBaHHE B YMCTBEHHOM
Pa3BUTHUH HOCHUT SIPKO BbIPasKeHHbIE MPU3HAKU B COBOKYITHOCTH C
IIOBBIIIIEHHON BO30YZIMMOCTBIO, CYy/IOPOraMH M MBIIIIEUHOH JicTOHHEN. K
CO’KaJIeHUIO, B IIOJOOHBIX cIIy4uasix, peOeHOK He JOXKUBAET 0 4-X JIETHETO
BO3pacTa.

o ®enuakeronypu#a IIl. Kinanyeckada kKapTUHA COOTBETCTBYET
bennnkeronypu u II, HO ¢ 00s13aTEILHBIM IIPUCYTCTBUEM: TIIyOOKOM
YMCTBEHHOU OTCTAJIOCThIO, MUKpOIledainei, CHaCTUIeCKUM
TeTpanape3om (HOBBIIJIeHI/Ie MBIIIIEYHOTO TOHYCA).



UTOo iKe Takoe
TUCTUINHEMUA?

Hacnencrsennas 00sie3HL OOMeEHA BEIIECTB,
obycsioByieHHas qeduiiutom pepMeHTa
THUCTUAVH - aMMHaK-JINa3bl, (KOTOPHIN
HeoOX0/IUM /11 MeTaboi3Ma
AMUHOKHWCJIOTHI TUCTUAUHA)
XapaKTEPU3YIOIIAsACA OBBIIIIEHHBIM
co/iep;KaHuEeM TUCTUUHA B KPOBU ,
MMU/Ia30I-TUPOBUHOTPATHON KHUCJIOT U
IPYTUX OIPOAYKTOB OOMEHA BeIeCTB
MMH/1a30J1a B MOYE U MIPOABJIAIONIAACH
OJIUTOPPEHNEN, PACCTPOUCTBOM
KOOP/IMHAIIMY JIBUXKEHUH, CyZIOPOTaMH,
HapyllIeHUEeM pedu; HacaeayeTcs Mo
ayTOCOMHO-PEILECCUBHOMY THITY.




« I'mectugmaemus onucana A. Ghadimi v ip. B 1961 r. 3aboeBaHue
BCTPEYAETCS ¢ YACTOTOH 1 : 17 000 HOBOPOIK/IEHHBIX.

» B ocHoBe 3a00;1eBaHMs JIEKUT BPOKAEHHBIN AedeKT (hepMmeHTa
THMCTHU/Ia3bl, KOTOPHIM B HOpMe IMpeBpaniaeT ruCTUANH B
YPOKAHUHOBYIO KHMCJIOTY.

» I'ucTuauH ABJIAETCA HeE3aMeHUMON aMUHOKMCJI0TOM, KOTOpas
006s13aTeIbHO AOJIKHA BXOIUTD B COCTaB IIPOAYKTOB MUTAHUS JJIs AeTel
paHHero Bo3pacra.

- MuHHMaJIbHas CyTOUYHAasA IOTPEOHOCTD B HEM IS JeTell paHHETo
BO3pacTa cocTaBJjisieT 16— 34 Mr/kr . OOBIYHO 3Ta IOTPEOHOCTH
IIOKPBIBAETCS 3a CUET MOJIOUHOTO IIMTAaHMA, TaK KakK B 100 MJI MOJIOKa
COEP>KUTCS IIPUMEPHO 30 MT THUCTH/IMHA, a CyTOUHOE IoTpebieH1e
30—1000 MT 3TOM aMHHOKHCJIOTHI B HOPMeE MOJIHOCTBIO YTHIN3UPYETCS
TUCTU/IA30MU.

« OpHAaKO IIPpU OTCYTCTBUH WU Aeduiiure (pepMeHTa 3TO KOJIMUYECTBO
TUCTH/INHA OKa3bIBaeT TOKCUUECKOE BO3AeHCTBUE, MOCKOJIbKY B TKAHAX
HaKaIlJIMBAETCA UMU/IA30JIITUPOBUHOIPAIHAA, UMUIa30JIMOJIOYHAA U
MMU/IA30JIYKCYCHAA KUCI0ThI, KOTOPbIE OKAa3bIBAIOT TOKCUYECKOE
nericrBue Ha ITHC B xpoBu NOBBIIIAETCA COAePKaHHE TUCTUATHA




[IpUYMHDI

o I'mecrupHeMUsA — reHeTUYEeCKOe
paccTpoucTBo. MceaemoBarTean mojiaraiT, YTO
TUCTUANHEMHUS CBSI3aHA C MyTallUAMH B T€HE
yejjoBeueckou ructuaasbel (HAL). 9ToT ren
aCIIOJIO’KEH Ha JJIMHHOM IIJIede XPOMOCOMBI 12
12q22-q24.1).

- HemocraTouHast akTUBHOCTD CIIEITMAIbHOTO (pepMeHTa
(rucTuAassl), OTBEYAIOIIETO 32 Tpeobpa3oBaHue
THCTHJINHA, KOTOPHIH, B CBOIO OUEpeIb, HAKAILJINBAETCSA
B OpraHu3Me, BhI3bIBasi HEOOpaTUMOe IIOBPEKIEHIIE
roj10BHOro Mo3ra. I[Ipu moysiHom oTcyTcTBUM hepMeHTa
3aboJieBaHMeE MTPOSIBJISIETCS B IIEPBbIE MECAIIDI XKU3HU U
OBICTPO IIPOTPECCUPYET, YACTO IMIPUBOJA K
CMEPTEILHOMY HCXO/Y.




[lpoAB/IeHUA

-YxyzamiaeTcs o0lee cocTossHIE peOeHKa,
IIOSIBJISIIOTCS BSIJIOCTD, IJIAKCUBOCTD, OTKA3
OT MUIIH

-3aTeM IPUCOETUHSIOTCS CUMIITOMBI
OTpaBJIeHUs TOJIOBHOT'O MO3TIa, YTO
IIPOSIBJISIETCS N3MEeHEHNEM MbIIIIEYHOTO
TOHYyca U 3aMeJIJIEHNEM O0IIEro pa3BUTUS
pebeHKa.

-gacTO HAOJIIOMAIOTCA HapPYIIIeHUs CIyXa

-0TMEYarTCA SMOIIMOHAJIBHO-
II0BEJleHYECKHE PACCTPOMICTBA B BUJIE
IIOBBIIIIEHHOM BO30Y/IMOCTH,
arpeCcCUBHOCTH, CTPAXOB.



« IlaTosiorusa nposABJAETCA HA 1-M TOAY KU3HU. Tak ke, Kak rnpu @10,
[IeTH CBETJI0BOJIOChIE, ToJyOoraasbie. TAKeCcTh KITMHUUECKUX
IIpOsBJIeHUN BapuabesibHa.

 IIpu mostHOM OTCyTCTBUHU (DEPMEHTA B IIEPBBIE 3—4 MeC KU3HU
CUMITOMATHKA XapaKTepU3YyeTCA IIOJIUMOP(PHBIM CYIODOKHBIM
CHH/IDOMOM, PeOeHOK OTCTaeT B IICUXUUYECKOM Pa3BUTHH, OPe00JIajiaeT

OTPUIIATEIbHBIN SMOIIMOHAJIBHBIN KOMILIEKC. OTMeUaeTcA 3a7epKKa

CTAHOBJIEHUS JIBUTATEJIBHBIX DYHKIMM; XapaKTepHa MbIIIeUHAast
TUIIOTOHUSA Pa3JINUYHON CTelleHU BhIpaskeHHOoCTHU. [locTeneHHO
HapacTaeT KJIMHHKA OTeKa MO3ra, UYTO MPUBOJIUT B
HEINAaTHOCTUPOBAHUBIX CIYYaAsX K JIETAIbHOMY UCXOMY.

 IIpu yacTHYHOM MHAKTHUBAIIUU (DEPMEHTA B IIEPBBIE MECAIIbI JKU3HU
JIeTH Pa3BUBAIOTCSA HOPMAJIbHO, HO B HEKOTOPBIX CIIyYasdX
Ha0JII0/1aeTcs 3a/iep:KKa CTAHOBJIEHUA CTATUUECKHUX M JBUTATEIbHBIX
pyHKIHIA.

» XapaKTepHbIMH CUMIITOMAaMU SABJISIOTCA 3a/ep:KKa GOpMHUPOBAHUA
DEYEBBIX HABBIKOB, CHIKEHHE CIyXa, Jerkas BO30YIMMOCTbD,
arpeCcCUBHOCTD, 00A3HL HOBBIX CUTVAIIUH.

B kpoBu 00JILHBIX IIOBBILIEHO COAEPKAaHNE THCTUAUHA 10 0,1—0,15 T'/JI
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/IMarHOCTUKA

B xpoBu, MoUe 1 JIUKBOPE OOJIbHBIX 3HAUUTEILHO
IIOBBIIIIEH YPOBEHD I'MCTHU/IHA.

« B Moue B 60JIBIIIOM KOJIMYECTBE OIPEEAIOTCA
HIMUJA30JIIUPOBUHOTPAIHAS, UMH/Ia30JIMOJIOUHAS U
HIMHUJA30/IyKCyCHAsA KUCIOThI.

» MozKkeT oTMeuaThCs I0JI0KUTeAbHaA 1poba desmmara

o . JIJ1d mOATBEPKAECHUA JUATHO3A UCIIOJIb3YIOT
Harpy304HyIo npo0y ¢ L-ructuauaom (100—150 Mr/Kr),
KOTOpAasi JEMOHCTPUPYET PE3KUI IOTBEM YPOBHS DTOMU
aMHHOKHCJIOTHI B KPOBU. B Koke (111 meueHn)
oIpepesieTcsa HU3Kas aKTUBHOCTb TMCTUAA3bI

« THCTPYMEHTAJIBHBIE METO/IbI

- Ha anextposunedasorpammMme 00JIbHBIX 00HAPYKUBAIOT
IIPU3HAKU IIaPOKCU3MaJIbHOU AKTHBHOCTH.



JleyeHue

PexoMeH0BaHO IPyZIHOE MOJIOKO B
COUYETAaHHU CO CIIeIINaTIbHO
aJallITUPOBAHHBIMU CMeCAMU « MaTIIOTKa» "
«MaJbIIm».

(GpPYyKTOBBIE COKH, MIOPE, 0€30€TKOBBII
xj1€0, KHceau, TOBSIKbU MTOUKH, TPECKY,
KYKYPY3HYIO MYKY, JIYK, KapTO(QEJIb,
pacTUTeJIbHOE MacJIo.

* IPOAYKTHI JKUBOTHOTO ITPOUCXOKIEHUS
BKJIIOUAIOTCS B PAIllOH CTPOTO IO/
KOHTPOJIEM COJIEP>KaHUs TUCTUNHA B
KpPOBU

¢ OTpaHUYEHME MOCTYILJIEHUA TUCTUINHA C

ruiei. (oT 16 10 34 MI/Kr Macchl Tesa)

* HOOTPOIIHBIE CPECTBA,
* IIPOTHUBOCY/IOPOKHbIE IPENAPATHI




[TMTaHue

IIpOoaAYKTHI C HUBKUM IIpoayKTHI C BBICOKUM
coJepKaHueM riCTuAHa: CoACPHKAHNEM
TrOBsIKbU IIOYKH, TPECKA, rMCTUANHA:TOBAAHA,
KYKypy3Has MyKa, JyK, TEeJIATHUHA, LBIILJIATA, KyPhlI,
kapTodesib, MOPKOBb, CBEKJIA, AUIO LeJIbHOE, OEJIOK,
(bPYKTHI, pacTUTEJILHOE MAaCJIO, »KEJITOK, MOJIOKO KOPDOBbBE,
CJINBOYHOE MACJI0, MOJIOKO TBOPOT, CbIP, TOPOX,
IPYyHOE, TOPOIIEK 3e1eHbIN sIYIMEHb, POKb, MyKa
KOHCEPBUPOBAHHBIMN, IIIIeHUYHasA, pUC.
IIOMUIOPBI.
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