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* B HOpMe B opraHm3Me 4YeOBE€Ka OCHOBHOE KOJIWYECTBO
deHmIaNaHMHA YTHIH3UPYETCS IIyTEM IIPEBPAIICHHS €T0 B
THPO3WH, KOTOPBIA B CBOIO O4YEpEIb CIIY)KUT CyOCcTpaToM
U CHHTe3a OWOreHHBIX aMHHOB M MejaHuHa. Jlumb
HEOOJTBIIOE KOJTWYECTBO (DeHUITAIaHWUHA UCTIONB3YETCS IS
cuHte3a Oenka. Ilpespamenme L-denunananvna B L-
TAPO3UH  OCYIIECTBIIIETCS C TOMOIBI  (hepMeHTa
denunanmanuHTUaApokcuiasbl (DAL



B ocHOBe narorcHe3a runepeHUIAIAHUHE MU JICKUT OJIOKHPOBAHUE
THAPOKCHIMPOBAHUS (DCHUIATAHMHA M MPEBPAIICHHS €T0 B THPO3HH. [IpsavbiM
CIICICTBHEM HAPY LUCHUS T'MIPOKCUIUPOBAHMS ABISIFOTCS HAKOTIICHHE
(peHMIaNaHUMHA B KPOBH M MOYC U CHMIKCHUE 00pa30BAHHS THPO3HHA.

Y HEeCUEHBIX L C (DEHHJIKCTOHY PHEH M €€ BApHAHTAMH, 00y CJIOBJICHHBIMU
HEJO0CTATOYHOCTBIO TETPArHAPOOHONTEPHHA, KOHLICHTpAaUKs (DeHHIATaHHHA B
I1a3Me JOCTHIAeT YPOBHA, JOCTATOYHO BBICOKOTO /15l AKTHBALIMH
aJbTCPHATUBHBIX MyTEH MeTadoIM3Ma C 00pa3oBaHUEM (DCHHIIMHPY BATA,
(peHmmanerara, (peHUIIAKTATA U APYTHX MPOU3BOIHBIX, OKA3ZBIBAKOLIHX
TOKCHUCCKUH I(PPEKT HA pa3TMIHBIC OPTAHBI H TKAHHU . B HAMOOIBIICH CTCTICHH
CTPaJar0T CTPYKTYPbI UCHTPAIbHOM HEPBHOM CUCTEMBI.

OeHWIATAHUH TIPEACTABISACT COO0M KOHKY PCHTHBIH HHTHOUTOP THPO3HHA3HI —
KJIFOYEBOTO (DEPMEHTA HA Iy TH CHHTE3a MEJIaHWHA. biokaaa 3Toro myTH Hapsay C
YMEHBIUCHHEM JOCTYITHOCTH NMPEAMICCTBCHHUKA MEJIAHUHA (THPO3HUHA)
00y CJIOBIMBACT HEAOCTATOYHYIO MUTMEHTALUIO BOJIOC U KOKHU



OTAENbHYIO TPYIITy NPEACTABIAIO (1L LILbIC GUAPUAILIIb!
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IIpy HUX CUMIITOMBI OYEHb IMOX0XKU HA TAKOBBIE MPHU KJIACCUUYECKOM
BapuaHTe 3a00neBaHus. HO HET MONOKUTENbHBIX MPOABUIKEHHUI MO
MoKa3areJisiM pa3BUTUs peOeHKa, AaXKe €CJIM MPOBOAUTD
OUETOTEPATIHIO.

Takue BapuaHTBI OOBACHSIOTCSI HEXBATKOM
OEruapONTEPUHPEY KTa3bl, TETPAruApOINTepUHa, I'yYaHO3UH-S-
Tpu(doCchaTUNKIOrHAPOA3H, O-

MUPY BOMJITETPAruAPONTEPUHCUHTA3BI U TIP.



OEHUJIKETOHYPUA(PKY)

O

HacnencreenHoe 3a0oseBaHue rpynmbl GepMeHTONaTHii,
CBS3aHHOE C HapyLUEHHUEM MeTadOoIn3Ma aMUHOKHUCIIOT, INIABHBIM
obpazom penunananuna (PA) . Bosuukaery 1 uz 800015 000
HOBOpPOXKAeHHbIX. OHO conpoBokaaeTcss HakomieHuem @A u ero
TOKCUYECKHUX MPOAYKTOB, YTO MPUBOAUT K TAIKEJIOMY MOPAKEHUIO
HHHC, nposiBnstoiieMycsi, B YaCTHOCTH, B BUJI€ HAPY LIEHUS
YMCTBEHHOTO Pa3BUTHSI.

B MKB-10 3a0oneBaHue perucTpupyeTcs Ciaeayuum 00pa3oMm:
knaccuueckas penunketonypusi — E70.0; npyrue

BUAbI runepdenunanannHemun — E70.1.



e Knmaccuueckas penunkeronypus (PKY) omucana
A.Folling.,1934r. 310 ayTOCOMHO-PEIIECCUBHOE
3a00J1€BaHKEe, KOTOPOE BO3ZHUKAET BCJICACTBHUE MY TaL[HU
reHa (peHUIaTaHUHIHAPOKCHUIa3bl. B ocHOBe 3abo0neBanus
JIC)KUAT HEXBATKa (peHmIanaHuH-4-ruaIpOKCHIIa3bl KOTOPas
o0ecnevyrBaeT NpeBpameHue (PeHUIaIaHHHA B THPO3HH,
pEe3yJIETATOM Y€ro CTAHOBUTCS HAKOTUICHHE
(heHMITaTaHWHA B €r0 META0OJIUTOB B TKAHAX U
(hH3HOIOTHYE CKUX KUIKOCTAX OpraH|u3Ma peOeHKa.



* Bnepsble atunuunasas PKY onucana 1.Smith,
1974r. AyTOCOMHO-peLecCuBHas 00JI€3Hb, PU KOTOPOI re€HHBIN
nedeKT HaXOAUTCSI B KOPOTKOM ILJIe4Ye€ XPOMOCOMBI 4.
XapaKkTepu3yercs OHa HEXBATKOW JIEruAPONTEPUHPENY KTa3bl, YTO
MPUBOAMUT K HAPYIIEHUIO BOCCTAHOBJIEHUS] aKTUBHOM (hOPMBbI
TETParuipoOMONTeprHA, @ B CTUHHOMO3TOBOM JKUIAKOCTH U
CBIBOPOTKE KPOBM CHIIKAETCs1 ypoBeHb (hoyaToB. Pesynbrar
TaKUX U3MEHEHUN — MeTa0oNIM4ecKue OJIOKM B MEXaHM3Max

npeBpalieHus (heHuIalaHuHA B TUPO3UH.



OeHUIKETOHYPUA 3
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Mcropus uzyyenusa OKY
O
* Mennnkeronypusa (PKVY) Ovina _BITE[}BI;-IE onucaHa

r. DenMHroM y yMCTBEHHO OTCTaJIbIX OONBHBIX CO
cneun(pUIeCKMM «MBILIHHBIMY 3aMaxoM,

* B 1953r. rpynna y4eHbIXx U3 bUpMHHIeMCKOro A€TCKOro
rocnurans noa pykosoactsoMm X. bukkess coobuunm o
paspadorke 3¢ dexrusHoil Tepanun PKV - peayKunoHHOI
IAMEThbI C OrpaHUYEHHEM [OCTY IUIEHHs! POJY KTOB
conepskaunx PA.

* 1962 — P. I'arpyu — MUKpOOHOJIOrHYECKHI TECT —
OCHOBAa CKPMHHMHTA P




JluarHocruka

* UpesBbpuaiHO BaXKHO YCTAHOBHUTDH JHArHO3 B

NOKJIMHUYECKOH CTalIHu <palHEH MEpe F

MO3/HEE 2-T0 MECALA KU3HH, KOI/Ia MOFBYT NpOosiBy N

repebie npusHaku Gose3nn. Jull 9Toro Beex
HOBOPOKJICHHBIX 00CIIe/T) 2 1
MporpaMmam, BbIABIIAIOIIENC
(enunananuna B KPOBH yiKe B

T 110




C 6 MecALEB ¥ MATBIIIE 3AMETHO OTCTABAHHE B MCHXHYECKOM PA3BHTHH. Y
MEHbIIHHCTRA JAeTeii 310 onuropeHns B cnadoii creneHu. A Dosee yem y
NMoMOBHHB JeTei (ukcupyroT wintHio. Poct Manenua ¢ @KV moxer ObITh
HOPM:AJIBHBIM HJIH CHHZKCHHBIM, 3vOKH PEiKyTCA MO3IHO, YCPEN MOKET HMETh
pasMepbl MCHbIIC HOPMbL CHICTh H XOAHTH PEOCHOK C (PCHHIKCTOHY PHCH
HA4YHHACT No3aHo. JleTei ¢ pacCMaTPHBAEMBIM JHATHO30M MOMKHO OTIHYHTD MO
nos3e u moxoake. OHH MHPOKO PACCTABIAKOT HOTH, CrHOAA MX B Ta300€APEHHOM H
koneHHBIX cycTasax, [llarn meaxue. [1pn xoae0e pedeHok nokauneaerca, Cuaar
OHH B TAK HA3BIBACMOM MOJIO/KCHHH MOPTHOTO — MOIKAB HOTH, MOCKOJIBKY ¥ HHX
MOBBILIEH MbIIIEYHBIH TOHYC. -
[Mpu penuakeronypun (PKY) aetu oObMHO HMEHOT
OTTeHOK BooC. Koka moyurn He murMeHTHposana. O
«MBIIIMHBIID 3amax. B HCKOTOPBIX cay4asx y DOIbH(
IMHUJICTICHH, HO OHH MPOXOJAT MO MEPE B3POCACHHA |




HApyrue tTunuyeeic cuMnTomMel @PKY y nereit:

* nepmorpaduszm

* MOTIMBOCTH

* MOBBILICHHAS YYBCTBUTCIBHOCTD K COJTHCUHBIM JIy4aM U TPaBMam
¥ akpouHaHo3

* Tok€nas 3K3ema * aepMarut

* CKJIOHHOCTB K 3amopam

* apTepuabHAS THIIOTOHUS

* paccTpoiCTBA Ay THCTHYECKOIO CIIEKTPA

* TUMEPaKTUBHOCTD

Ecnu HE mpoBECTH BOBPEMSI JICUCHUE, YPOBEHb HHTEILICKTA peOcHKa OyaeT
cocraBATe MeHee 50. B Bo3pacte 18 mecaues MOryT nosABUTHCS
Cya0poskHBIC MpUCTY MBI, Micues3aroT oHu cnoHTaHHO. B panHeM Bo3pacTe
MPHUCTY Bl YACTO MPOXOAAT B (popMEe HH(PAHTUIIBHBIX CMA3MOB, JAJICC
CTAHOBATCS TOHHKOKJIOHHYECCKHMH IIPpHIIaQ/[KaMH.



B poanome y kaxa0ro peOeHka OEpyT HECKOJIBKO Kamneb nepu(pepuueCKOn KPOBH
U3 MATOYKH. ITO ACIACTCA HATOLIAK, YePe3 TPH Yaca Mocie KOPpMICHUS. Y
JOHOLUCHHBIX JCTCH aHAaIu3 OCpyT HA YCTBEPTHIN ACHb KU3HU, A Y
HEJOHOLUCHHBIX HA CEAbMON. Y TEX HOBOPOKACHHBIX, KOTOPBIC MOSBUIHCH HA
CBCT HC B POAWJIBHBIX JOMAX, BAYKHO B35Th AHAJIU3 HA MPOTSHKCHUH TMEPBBIX TPEX
HCCIb.

KpoBb HAHOCAT HA CNCHHMATBHBIN TCCT-0JAHK, KOTOPBIN MOTOM OTIPABIIAIOT B
1a00paTOPHIO 7151 MPOBEACHUS TCHETHYCCKOTO HUCCIeA0BaHus. Tam Ha
NPOTKCHUM CYTOK MPOBOAMUTCS AHAIN3 KPOBH HA COACPIKAHUEC B HEH
AMHHOKUCIOTHI — (peHMIaannHa. Pe3yabrarsl TeCTa 3aHOCATCS B OOMEHHY 1O
kapty pedenka B Bujae mramna: «Ha OKY u BI' o0cnenosan».



B ToM ciydae, eciu B aHaJin3e OOHApPY KUBAKOT U3MEHEHHBIN I'eH, TO
ponuTeneii ¢ peOeHKOM MPUMNIALIAKOT B MEANKO-T€HETHYECKUI
LIEHTP 1Jig 00CIe10BaHuUs.

[Ipumensitot Tect ['atpu, npody ®Pennunra, guryopumerpuio,
xpomarorpapuro, MPT, anexrposnuedanorpaduro.

231 no3BoJisieT 00HAPYKUTh HAPYLLIEHUs] B OCHOBHOM B BUJIE
naTTepHa rUNCAPTUMUU, 1aKE €CJIM MPUCTYIOB Yy pebeHKa He
HaOmonanaock. Takxke HaxXonsAT POKyChI Calik- U MOJUCTANK-
pa3psifioB (€AMHUYHbIE 1 MHOYKECTBEHHBIE).

MPT He HaxoguT U3MEHEHUN CUrHalia B CTBOJIE, MO3)KEYKE WUJIH
Kope rojioBHOro mo3ra. Msmenenuss Ha MPT He koppenupyroT ¢

yPOBHEM HHTEJIEKTA, OHM 3aBUCAT OT comeprkaHus (peHunaJaHuHa
B KDOBH.



®KY moxer ObITH AUarHOCTHPOBaHA Ha OCHOBE OOHApYIKEHUS
CJIeIYOLIMX MPU3HAKOB:

. cToiikoii runepdenunananuHeMuu (oonee 240 Mmonw/n);
- BTOPUYHOTIO Ae(uumnTa TUPO3UHA;

- IKCKpelunu (PeHUNKETOHOB ¢ MOYOil (mpoba PenauHra Ha
IKCKPELMIO (DEHUIMUPOBUHOTPATHON KUCTIOTHI).



JIEHEHUE

* OcHOBHas LeJb JIeYeHUss — CHU3UTh @A KPOBH, ITOBLICHTD
TONEPAHTHOCTL (nepeHocuMocTs) @A, nonyuaeMoro ¢
HATY pajbHOI nuieil, n30ekaTh TAKENI0H HEBPOIOrYeCKOi
CHUMIITOMATHKH U YIYYLINTh KAYECTBO JKU3HU.
[larorenernyeckum metoaom jeueHuss @Al -zasucumoit PKY u
[ DA aBnsieTcs queToTepanis, OCHOBAHHASA HA PE3KOM
orpaHM4YeHuH peHuIasaHuHa B palMoHe OOJIbHBIX JIeTeil 3a cueT
MCKJIKDYEHMS BLICOKODENKOBLIX npoaykToB. Henocrarwiee
KOJTHYECTBO DEeNKa BOCTIONHAETCS 33 CUET CrelHaIu3HpOBaHHBIX
ne4eOHBIX MPOAYKTOB, YaCTHYHO MJTH MOJHOCTBH) JIMIIEHHBIX
(beHnnanaHuHa . .



JlueTorepanusi — maToreHeTU4eCK 0OOCHOBAHHBIN U 10
HACTOSILLErO BpeMeHU Hanbosee 3((heKTUBHbBIN METO/ JIEYEHUS]
knaccuueckot @KV, Jluerorepanusi nokHa ObITh HaYaTa He
MO37HEE MEPBBIX HeNeb )KU3HU pedeHnka. CornacHo
COBPEMEHHBIM aHHBIM, JUETUYECKOE JIeUeHNe Ha3HAYaI0T NpU
ypoBHe DA Ha cCKpuHMHTE >360 MKMOJIBL/J1 (=6 Mr/an).



Panuon 6onbHOro @KV cTposaT mo npuHLUITY pe3Koro
orpaHuyeHus peHunanaHuHa, nocTynarumero ¢ nuuei. 13
MUTAHUS UCKJTIOYAIOT MPOAYKTHI C BLICOKMM colepkaHnem Oelka
(COOTBETCTBEHHO U (PeHMIaIaHUHA): MSICO, MSICOTIPOAY KThI, PhIOY,
pBIOOMPOAYKTHI, TBOPOT, SAiL10, O000BBIE, OpeXH, LIOKOIAA U AP.
JlonmycTuMbie B AUeTe HATypaJibHbIE MPOIY KThI, TAKUE KaK )KEHCKOe
MOJIOKO, IETCKUE MOJIOUHBIE CMeCH (I1J1s1 feTei B Bo3pacTe a0 |
roza), oBomu, GpPyKThl 1 HEKOTOPbIE APYTrUe MPOAYKThI C HU3KUM
conepskaHueM Oejika BBOAST B COOTBETCTBUM C MOACUETOM
coneprKamierocsi B Hux (peHuiasaHuHa.



Ouenb BaKHO! [[pUMEHEHHE JUETOTEPANTMH HA MO3IHEM ITAIE HE BEPHET PEOCHKY
HOPMAJIBHOTO MHTC/IICKTA. J[eTH, Yy KOTOPBIX 3TO 3a00JICBAHNC HE JUATHOCTHPYIOT
Cpasy NpH POMKACHUM, a4 BBIBJIIOT MO YMCTBEHHOH OTCTAJIOCTH, HE MOTYT OBITh
H3JICUYCHBI.

Ilo moctuxkenun 12-14 net Takue A€TH MOTYT NMEPEXOAUTh HA HOPMAJIBHOE
NMUTAHHE H HUKAKHUX NMPU3HAKOB OTPABICHUA (JCHUIATAHHHOM Y HHX HE
HaOmogaercs. OaHAKO KCHINMHA, KOTOpas B AeTcTBE nepedoneaa OKY, nomkHa
CHOBA MCPEHTH HA AUCTY M YIOTPCOIATH TOJIBKO MPOIYKThI C MOHHKCHHBIM
coaepKkaHueM (DeHHIAIAHNHA TIEPE] 3a4aTHEM, U OCTABATHCA HA 3TOM JUETE BO
BpeMs1 OCPEMEHHOCTH H KOPMIICHHA TPyAb0. ECim OHA HE CAEIaeT 3TOro, TO €€
peOCHOK MOABEPracTCA PUCKY 3aMEAJICHHOTO (DH3HYECKOTO H YMCTBEHHOTO
Pa3BUTHA, JAXKE CCJIM €r0 OTEL HE ABIACTCA HOCUTEIEM reHa PKY.



Hogsie meTone! neueHms

B HacTosmce BpeMA HHTCHCHBHO Pa3padaTkIBarOTCA CPasy HECKOABKO BHIOB
aneTepHaruBHOH Tepanuu DKY. Cpean HHX: Tak HA3ZBLIBACMBIH METO «O0IBIIHX
HEHTpaIbHBIX AMHHOKHCIOT» (large neutral amino acids), 3n3uMoTepanus
(peHmnanaHUHrHAPOKCHIA30i, (DEHHIANAHHHAMMOHHAIHAZ0I, JTeueHHe
TeTparuapodononTepunoM (Canponmepun) .

Ecte nannee 00 yCnemHOM JICYCHHH MALHCHTOB C YMEPEHHOH WK nerkoii @KY
C MpHMEHECHHEM TeTparugpodnonrepuna (10-20 mr/kr/cvT) .

D. M. Ney u coasrt. (2008) nokasanu, 4T0 HCNOIb30BAHHE MHILEBBIX
raukoMakponenTiaoe npu @KV (¢ orpanHyeHHON J0TaHEl HE3aMEHUMBIX
KHCJIOT) CHHKACT KOHUCHTPALMH (DEHHIATAHWHA B MIA3ME KPOBH H TOJIOBHOM
MO3IE, a4 TAKHKE CMOCOOCTBYCT AACKBATHOMY (pH3HUCCKOMY

Pa3BHTHED, IKCNEPHMEHTATBHBIM METOA0M neucHuA DKV apigaerca BBeaCHHE
ICHa []JEHH.IIE[J]HHHHTM[]GKEHJIEI’!H HEMOCPCACTEBCHHO B MOPAMKCHHBIC KICTEKH
neyeHu. B PO ykasanHbie METOABI B HACTOALICE BPEMA HE MPHMEHAIOTCA.



» Heobxoaumo cBoespemeHHoe BbisBieHue OKY ¢
HCII0JIb30BAHUEM COOTBETCTBYIOIINX CKPUHUHT-
TECTOB B POAWJILHBIX JIOMAX, a TAK/KE reHEeTUYeCKOoe
KOHCY/IbTHpOBaHue. byayium marepsam ¢ PKY i
IpeI0TBpallleHUsA ITOBPEKIeHU A IUI0/1a J10 3a4aThs
U Ha NIPOTSI’KeHUU Beel DepeMeHHOCTH
PEKOMEH/IYeTCsl CTPOTO cO0II0aTh JUeTy ¢ HU3KUM
co/iep;KaHueM (peHHJIaJIaHuHA, HOAJePKHUBAsA ero
yPOBeHb < 4 MI'% (< 242 mxmoJib/ ). IToToMeTBO
matepeu ¢ sierkou OKY (¢penumnananun < 6,6 Mmr%
UM < 400 MKMOJIb/J1) HE CTpajiaer .



