Jlexnusa Ne fé)f

UHauBUaYAJIbHBIC
IyTH O0OMeHAa
AMUHOKHCJIOT — 2
4yacrThb

(beHnIaIAHUH, TUPO3MH,
acnmaparuHoBasi KHCJI0Ta, INIYTAMHMHOBAas
KHCJI0TA, BAJMH, JJEUIMH, M30JEeHIIUH)
Bpox/aeHHbIe HApYyHIeHUsl 00MeHa
(peHUIAIAHNHA U TUPO3UHA.
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~/ (DeHNJIAJIaHUH - He3aMeHuMasi AMHHOKHUCJIOTA, TAK

»

KaK B KJIETKAX )KUBOTHBIX He CHUHTE3UpYyeTCs
apoMaTu4ecKoe KoJbio. OCHOBHASI YaACTh
MOCTYNAKIEero ¢ nuieu (peHnJIaJTaHNHA
HUCI0JIb3YEeTCH B CHHTE3€¢ TKAHEBbIX 0€JIKOB,
[peBpalieHre 0CTAJIbHON YACTH HAYMHAETCHA C ero
rMAPOKCUJIMPOBAHUS, B pe3yJibTare yero oopasyercs
TUPO3UH. Peaknus 3Ta KaTaJau3upyercs
cnenupuIecKom MOHOOKCUTE€HA30M -
(peHMITATTAHUHTUAPOKCHIIA30U, KOPEPMEHTOM
KOTOpPOH siBJjisieTcs Terparuapoouvonrepun (H4-BII).

Tupo3uH - yCJI0BHO 3aMeHMMAsi AMUHOKHUCJIOTA. )
CuHTe3upyeTcsi TOJABKO U3 peHUIATAHNHA.
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Peakuus ruApoKCUINpPoBaHus PeHUIATAHNHA U
perenepanus rerparuapoouontepuna (H4bII)

wo-{ " \-en-at—conn
NH,

NH, Denwaanranan-
OEHWIAJIAHHUH mm%xglwm THPO3HUH
c
H,-6uonrepun H,-6uonTepun
(5, 6, 7, 8-TerparmapobuonTepui) (7, 8-AuruapobuonTepun)

Jdurnapoduontepui-
peayKTasa

@
NADP' NADPH+H"
1. Peaknuio karajausupyet denuiamanuHruapokcuiasa (1), kogpepmenrom
kotropou siBasiercda H4BbIl. Kodakropom sisisirorcsa uonbl Fe2+. H4bII B
pe3yJbTare peakuuu okuciasercs: B auruapoouontepun (H2bII).

2. Pere”epauusi TuruaApooOMonTepuHa (2) MPOUCXOAUT MPHU Y4ACTUH
AUMTAAPOOHONI TEPUHPEAYKTA3bI ¢ ucnoib3oBanuem NADPH.




IlyTu npeBpameHus (peHUJIAJTAHNHA U
THPO3UHA B PA3HBIX TKAHAX
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CUHTE3 KaTeX0JIaMUHOB
(HaAMMOYECYHUKH, HEPBHAS TKAHD )
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0 H.O OH

Tuposunruapokcunasa (Fe")
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3HAYEHHue

Dopamine

¢ Hydrogen
@ cCarbon
© Oxygen
@ Nitrogen
JOPaMuH — HeWpoMeaAHUATOP CpeaHero oTaeaa
MO3ra.
1.  4YacThb CHCTEMBI <«IOOLIPEHHS», BBHI3LIBAET YYBCTBA YIOBJIETBOPEHHSI,
CTUMYJIMPYET HPOoIecchl MOTHBALUH H 00y4eHHS
2. o0ecmeyHBaeT KOTHHTHBHYIO [IeATEJIHLHOCTH — CIOCOOHOCTH Bbmo.m{;)b

MO03roBble QyHKIUU (BHUMaHNeE, NIAMSATh, BOCTIPUSITHE, SI3bIK, HCIIOJTHEHHE)



3HAYEHHue

HopaapehatifiXOJTAMHH

1. TOPMO3HBIU Meauarop
CUMIIATHYECKON HEepPBHOH
CHCTEMBbI /| Pa3HbIX
OTeJI0B I'OJIOBHOTO MO3ra,
BO36y7KIlaIOH[Hﬁ MeIHATOP Noradrenaline CgH11NO3
B rUIorajamyce,
peryjasuusa reMoAUHAMHUKHA
cepAeYHO-COCYANCTOM d
CHCTEMBI.




3HAYEHHue

AnpendSAREX0TaAMHHOB
1. ropmoH <n

HHTCHCHUBHOU HOD)VE\

¢usuyeckou padorer,

2. NpH cTpecce, Ny
peryjaupyer
OCHOBHOM O0MeEH,
YCHJINBAET

COKpalmecHue Anpenamul (Epinephrine)
CepACYHON MBbIIIIIbI. ?




Hapymenue oomena JIO®amuna

bone3nb [lapkuHCOHA — pa3BUBAETCSA IIPU TMIIOCEK-PELIUU
JIO®amuHa B YepHOM CyOCTaHIIMM MO3Ta (B CPEAHEM OTACIE
mo3sra). Hacrora 1:200 cpenu aroaei crapiue 60 Jier.

Tupo3uHrua- JTODA - nekap-
poKcHIIa3a Ookcuiasza

AODA + JNOD®amuH

HTUJIPOKCHUIIA3hI UJIH
-ICKapOOKCHUIIA3HI.

/ TOMBI 3a00JICBaHHS: CKOBAHHOCTDH
?HHH,_:QHFH HOCTB (HampsDKEHUE  MBIIIL]), TPEMOP
OHM3BOJILHOE |, HHe)




CuHTE3 MEIaHUHOB (MEJIAHOIIUTHI)

™\ OH OH
S | ONNNERG | VAROH

Bomocel 2 o)

Panyxnas \\ J \

000J104YKAa 1713 D Tuposunasza (Cu2+)

¥ I
CH — NH, CHNRNNLY
|
COOH (‘?OOH
Tupo3uu JIODA

|
|
|

IIurmenter MEJIAHWHBI




CuHTEe3 WOATHUPOHUHOB (IIUTOBHAHAS KEJIC34)
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CuHTe3 TeTpaHOATHPOHHHA (THPOKCHHA, T,)
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T3:T4=1:10



Karabonn3m (peHnnalaHuHa U TUPO3HWHA B IICYCHU
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AJIbTEPHATHUBHBIC IIYTH KATA00/U3MA (PeHMIATAHUHA
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benku (UM U TKaHEH)

TUApOKCHTasa | (MENaHoUThI) | AnpOuHM3M

Tuposunemus 11

den + Tup
/

PeHumupyBar
\ ‘ n- TUJIPOK-

denumakrar

\ ‘ deHunanaHuH- Tuposnnasa

/

JHO®DA >

\ ‘ dennike-

TOHYpHUA 7| TupO3MHAMHHO-
TpaHc(epaza

cu(peHuInmupyBar

denunnamnerar

Tupozunemus 11

KR

Tupozunemus |
(TUPO3UHO3)

N-TUJIPOK-
cu(eHIWIHIPYBaT-
JTMOKCUTE€HAa3a

I'oMoreHTH3MHOBAYI K-Ta

)| BpoxxaeHnnbie HapylueHuss oomMmena ®EH u TUP

MenasuHbI

CeMenHbIi TUmo-
TUPEO03 (KPETUHU3M)

['opMOHBI
IMUTOBUIHOUN
JKeJe3bl

AJIKanTOHYpHst

:

JInoKcureHasa roMoreH-
TU3UHOBOM KHUCIIOTEHI

dymapuianeToaneTar

/‘% dymapuialeroaleTarruiponasa

dymapoBas Aneroanerar



OEeHWITKETORY PUSA
(DUPOBUHOTPAAHAS OJIUTOPPEHMUS)

DEeHUJIKETOHYpHUSL — HACJIEJACTBEHHOE 3a00JICBaHUE, HAaClIeayeTcs II0
YTOCOMHO-PEIIECCUBHOMY THITY, 4acTOTA 1:10 ThIC. HOBOPOXKICHHBIX.
edekT hepmenTa heHUIaTaHMHTUAPOKCHUIA3HI.

DeHWIaTaHUHTUAPOKCHIIA3a

den + Tup

B neyenu 3mopoBbIX Jroned okono 10% QeHmnanaHuHa
npeBpamaeTcs B. (heHWIakTarT ¥ QeHwnanetuarnyramar. Ilpy OKY B
KPOBH M MOY€ IOBBIIIACTCS COJIEp)KaHUE META00JIUTOB AJIBTEPHATHUBHOIO
myTH: GeHnwImupyBara, GeHuaneTara, GEHUIIIAKTATa, KOTOPBIE TOKCHYHBI
JUIS Mog;ra.

- Kounentpanus deHmIaIaHNHA NOBBIIAeTCA B KpoBH B 20-30 pa3 (B
HopMe 1,0-2,0 mr/mi), B moue —B 100-300 pa3 mo cpaBHEHHIO C HOpMOI/y

ftganys GeHunnupysara U (QeHUIIaKTaTa B MOYE
:ylﬂ[ﬁgnpn [IOJTHOM OTCYTCTBUH B HOPME.




DeHUIKETOHYPUSHA

*[IposBienuss PKY - HapylmieHUs YMCTBEHHOI0 U (PU3HYECKOI0 Pa3BUTHI,
YAOPOKHBIM CHHAPOM, HAPYIICHHE MUIrMeHTauuu. bosibHbie He mo:xkuBaroT 10 30
er. bojabmue KOHUHEHTpaud (EHWIAJIAHUHA OrPAHUYUBAKT TPAHCIHOPT
HpPO3MHA U TpuUnTopaHa yepe3 remMarodHuedajuyecKu O0apbep M TOPMO3AT
HHTE3 HelipoMeauaTopoB (1o(paMuHa, HOPAAPEHAJIMHA, CCPOTOHUHA).

Js BbiABJeHNA PKY pazpaboraHa CKpHHHHI-nporpaMmMa (Hajgu4ue MpocToro
€T0/1a OOHAPYKEHHS, OIACHbIE MOCJEICTBHA, YacToTa He MeHee 1:20 ThIC., ecTh
MOCOOBbI MPEeAYNPEKIACHUA UJIH JICHEHHU).

CIIOJIB3YKOT KAaYeCTBEHHbIE M KOJUYECTBEHHbIC MeETOAbI OOHApPYXKEHHS
aTOJIOrHYeCKUX MeTadoJuToB B Mo4Ye (peHmanmupyBar, (PeHHWIJIAKTAT),
npeaeieHue GpeHUIaIaHNHA B KPOBU U MOYe.

eueHue: coaepxkanue pedoenka 10-12 mecsinieB Ha AMeTe ¢ MAJBIM COAEPKAHUEM
eH (He OoJiee 10-12 Mr B CyTKHM) ¢ OBBIILIEHHBIM coaep:xanueM Tup. [lpuem ry,
OTOPBIA OBICTPO MOCTYNAsi B MO3I' B PeaKUUU NePeaMUHUPOBAHUSA MEePEeBAIUT
CHUWJINHMPOBUHOTPATHYI0 KUCJIOTY B (DeHUIATAHUH.



AJBONHN3M

Hacnienyercss mo ayToCOMHO-PEIECCUBHOMY THITYy, yacTtora 1:20
THIC. HOBOPOKICHHBIX.

[IpyurHa MeTa0OJIMYECKOTO HApPYIICHUS - BPOXKICHHBIA Ae(hEKT
THUPO3WHA3bI, KAaTAIM3UPYIOIIECH  NPEBpalllcCHUE  THPO3WHA B
AUOKCU(pCHUIAIAaHUH B MEJIAHOLMTAaX, YTO IMPUBOAUT K HAPYIICHUIO
CHHTE3a IIMIT'MEHTOB MEJIAHWHOB.

Tuposunasa
( B MEJIaHOLIUTAX )

Tup —— JO®A

KiuHudeckne mnposBiICHUS albOMHHM3MAa — CHHDKEHHE [0
OTCYTCTBHUS MUIMEHTALIMU KOXKH, BOJIOC, CHHXKEHHE OCTPOTHI 3PEHMUS,
CBETOOO0s3Hb. J{IUTebHOE MPEObIBAHME TAKUX OOJIbHBIX Ha COJIHIIE
IIPUBOJUT K PAKy KOXKHU.

[TomoI11b — TeHETHYECKasl KOHCY/IbTalMs.



AJNKanTOHYpHS («4epHaAsI MOYa»)

I‘

Hacnenyercs mno
cTpedaemMoctu — 2-5 : L v
[IpryuHa 3a00J1€BaHUS -

JIMOKCUTreHa3a TOMOTCH-
TU3HUHOBOM KUCJIOTBI

I'oMorenTn3nHOBasa K-Ta «I» dymapuaneToaneTar

C MOYOM BBIAECTICTCS OOJIBIIOE KOJI
uciaorel (mo 0,5 r1/cyT), KOTOpass KI
Opa30BaHMEM TEMHBIX IMMTMEHTOB aJiKa
OUH, XapaKTepHa IMUTMEHTAIHs COSIUH

CTBO T'OMOTI'E€HTU3MHOBOU
OpPOAOM OKHUCIISIETCS €
)HOB. KpoMe noreMHeHus
JILHOM TKaHM (OXPOHO3) U

Fig. 2 : Alkali test on urine (turned reddish brown on adding alkali). )



Tupo3unemun

Hapyurenus kataboiav3ma THpO3WHA B MIEYCHU MPUBOAUT K TUPO3ZUHEMUHU
Y TUPO3UHYPUH.
Paznuyaror 3 Thma THMpO3UHEMUU

Tupo3unemuss 1 Ttuna (TUPO3UHO3). Ipuumna — gedekT depmenTa
dbymapunaleroaneTaTruapoiassl.

OymapuItaneToaneTarruaposiaza

I MIBRN dymapar

dymapuialieroalerar

&ﬁJ‘II/IHquCKHe MPOSIBIIEHUA Y HOBOPOXKJIEHHBIX — JHapes,
pPBOTA, 3aJICp>KKA B PA3BUTHH (HAKOILUIEHUE B KPOBHU M MOSIBIICHUE

B MO4Y€ (pyMapuiialieToanerara - HposBICHUE allk/103a).

be3 newenuss ngetm nDorumbarOT B Bo3pacTe S5-8 MecsleB  U3-3a
pPa3BUBAIOIIEHCS HEIOCTATOYHOCTH NEUCHU. [[J1d JTIeUeHUs UCTIONB3YIOT JTUETY
C IOHM)KEHHBIM COJIep>)KaHUEeM THPO3MHA U (heHUIaJaHUHA. )



Tupo3unemun

Tupozunemus 2 tuna (Cuaapom Puxnepa —Xanxopra).

[TpuunHOii sBiseTcs nedekT pepMeHTa THPO3HHAMUHOTPaHCHEPA3EL.

Tupo3uHamuHTpachepasza

Tupo3un I > N-TUJAPOKCU(ECHUITAPYBAT

J1a 3a00neBaHMA XapakTEPHbI: MOPAXECHHUS IJ1a3 M KOXKH,
yMEpPEHHAs YMCTBEHHAs OTCTAJIOCTh, HApPYIICHUS KOOPAWHALIUS
JIIBU)KCHU.

B KpOBH MOBBIIIACTCS KOHIEHTpAIMS THUPO3WHA U
(beHUJIaTaHUHA.
[Ipn neyeHur Ha3HAYaOT OCAHYIO OeJIKOM JaueTy U ButaMmuH C.

)




Tupo3unemun

Tupo3uHemMuss HOBOPOXKACHHBIX — 3 TUIAa (KpaTKOBPEMEHHAas).

N-TUAPOKCUPEHIITUPYBAT-
JTUOKCUTEHA3a

N-TUIPOKCUPESHIUII- ~ I'omoreHTusmHOBas
IIpyBaT KHCIIOTa

[Ipuurna — nedekt pepMenTa n—THAPOKCUPEHIITIUPYBATIUOKCUTEHAZHI.

B KpoBHM TIOBBIIAETCS  KOHIIEHTpALUS -ruapokcude-
HUJIalleTaTa, THPO3MHA U (heHUIaJaHUHA.

[Ipu neyeHnr HA3HAYAOT OCAHYIO OEJIKOM JueTy U BUTamuH C.




OO0MeH TUKAPOOHOBBIX AMUHOKHCJIOT

(I1Y, ACII — 3aMeHuMbIe, IIMKOTeHHbIE)

<
c

|
. benok (10 25% akTuBHBIE

O06e3BpeKUBaHKE | IIEHTPBI)

NH3 (cuHTE3 IIyTaMHuHa) |
| a, B - AJTA

Obmue [ | Heiipomequa- | Lo
yTH OOMEeHa TOpBI : ‘ J ‘ O06e3BpexnBaHUE
AMHHOKHCJIOT | NH3 (LIMKJT MOYEBHHBI)
|
L2 I Okcano- —— /
I R — o — [ ACII
/ : arerar \
|
I'uc, HpO \ I [InpuMHUINHOBBIE
[ mroxo3aMuHBI ! OCHOBALIS
|
\ | JIH AtCH
Kucasle : 7
MYKOIIOJIHUCaXapHuAbl | HypI/IHOBBIC

|
l OCHOBAHU I
|
|




[ myTtamar sBIsIeTCS BO30YOUTEIBHBIM MEIHATOPOM, B
npolecce MeTaboJM3Ma MOPEBPALACTC B TOPMO3HBIE

HEUPOMEINATOPHL
?OOH COOH ?OOH ?OOH
?Hz IJIyTamar- CH, $H2 ?Hz
JeKapOOKCHIIa3a-..
i GH X CH, cH,
HC —NH - NH, ~=0 \
| S H,C/NH, N H C—OH
H 2
COOH
T'AMK SHTapHbIN
Iy / TOMK
MOJTyaJIbICTU/]T
y-bBymupooemaun ‘COOH
CH, CH, CH,

Kapnumun — nepeHOCYNK KUPHBIX KHUCJIOT
yepe3 MeMOPaHy MUTOXOHAPUH



buojsiornyeckas poJib
Y-aMUHOMACJISTHON KUCJI0ThI (IAMK)

1. TAMK - yBeqiMYMBaeT NPOHUIIAEMOCTD
NOCTCHHANITHYECKHX MeMOpaH 1151 noHoB K™,
YTO BBI3BIBAET TOPMOKEHNE HEPBHOIO
UMITYJIbCA;

2. IloBbIliaeT AbIXaTEJbHYI0 AKTUBHOCTH HEPBHOM
TKAHHU;

3. VYaydmaer KpOBOCHAaOXKeHHE IOJIOBHOI'0 MO3ra.

)




buojgornyeckas pojs 1J1Y

COOH CONH,
CH, CH
| I'nymamuncunmasza | 2
CH, + N s + ATD = ?H .
|

HC - NH HC-NH,
| ¢ AT® + ®n |
COOH COOH

Iy I nymamam



Ucnosib30BaHue IIIyTAMUHA M acmaprara st
CHUHTE3a IYPUHOBBIX OCHOBAHU N

IlypuHOBO€ KOJIBIIO
(popmupyercst Ha
ocTarke pud030-5-
(pochara npu yuyacruu
[VIMIAHA, aMUTHOTO
azora L, a-NH -
rpymnsl Acn, CO, n
OTHOYIJICPOIHBIX
MPOU3BOAHBIX: METCHUJI-
u ¢popmuia-H -doara.




s ACII — g cuHTe3a a-aja, ff-ana
B-aga - KoA, iunentabl MbIIIEYHOU TKAHU — KAPHO3MH, AHCEPHUH)

e
H(,; -NH, qg-amanun
?OOH COOH
CH

|
HC -NH,
| COOH
COOH |
CH B-ananuH

| 2
H,C -NH,



BaJyuH, JeuIMH, U30J1eMIIUH

He3amMeHHMMBI€ aMUHOKHCIOTHI
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OO0MeH aMHUHOKHCJIOT ¢ Pa3BeTBJIEHHOH HEMNbI0

Jlenima
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KHCJIOT
p AN AW
AmuHoTpancpepasa JleruiporeHa3HbIi
AMK c pa3BeTBIEHHOMN KOMILJIEKC
= N IIEMBIO 0-KETOKHUCIIOT C
¢ @ “*3& PA3BETBIICHHOM LETIBIO
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BpO)KI[eHHI)Ie HAPYHICHUSA PA3BCTBJICHHBIX AMUHOKHUC/IOT
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Hakonnenue ¢
Kpoeu u mKaHAX

«Mo4a ¢ 3amaxoM KJI€HOBOI'0 CHPOIIa
a-Kemou3oeanepu- % H300yma-
%

f-oxucnenue

Hapymienne Ouocunrte3a amodep-
MEHTOB WJU KO(EPMEHTOB Kara-
JU3a OKHUCIHMTEIBHOTO JIeKapOOK-
CIUIMPOBAHUS TPOTYKTOB OOMEHa
BAJI, JIEW, WJIEU

Hapyiienuss 4yBCTBUTEIBHOCTH, 00-
JY, MBbIIIEYHass Cl1ab0CTh, MCUXHUYEC-
KM€ pPACCTPOMCTBA, 3JIEPIKKA PA3BH-
tusi, yraerenue [[HC, rumoronwus,
TUTOTIIUKEMMUS

Orpannuenne Oenka, HC-
KYCCTBEHHOE  BCKApMJIM-
BAHUE CMECBHIO C OpraHH-
uenneM: BAJL, JIEW, WJIEN.
MeraButamuHOTEpAIUS




bose3ns Kienosoro Cupomna (Maple Syrup Urine Disease, JieiiiiuHo3,
Pa3BeTBICHHOLECOYEYHAS] KETOHYPHS, 00JIe3Hb MOYH € 3aIAX0M KJIEHOBOIO
CUpPOIIa, 00JIe3Hb KJIEHOBOI0 CHPOIIA) - BPOXKIACHHBIN e eKkT MeTadom3mMa
AMUHOKHUCJIOT, IPUBOAAIMH K MOABJICHUIO B MO4Ye 00JIbIIOT0 KOJUYECTBA
BAJIMHA, JIEMIIUHA, U30JIEMIIMHA U AJIJIOM30JIEHIIUHA, BCJIEACTBHE Y€ro OHA
npuodpeTaer 3amax KJIeHOBOI0 CHPOIA.

Bunepsbie 310 3a00/1eBaHue onUCcaHo B 1954 . B aHIIniickoil 1 aMepUKAaAHCKOMN
JIUTepaType OHO 00JIbllIe U3BECTHO IO HA3BAHUEM 00J1e3HH KJIEHOBOI0 CHUPOIA
U3-32 3a1aXa MOYM, KOTOPbIN MOX0K HA 3alaX CHPOINA U3 KJIEHOBOIO JAepeBa.

3a0osieBaHue HAYUHACT NMPOSABIATHCH Yepe3 3-14 1HeH mocJie poKIeHUs
pedeHKa: MaJIbIII 0TKA3bIBACTCH OT MUIIM, TUXO IJIAYET, MOI'YT ObITh YaCThIe
CPbITMBAaHMS U AaKe pBoTa. Eciin He 00paTuTHCS 32 Bpa4eOHOM NOMOIIBIO,
MOI'YT Pa3BUThCH MOJAEPrUBAHUS OTACJbHBIX IPYIII MBIIIL, MbIIIEYHBIA TOHYC
YBEJIMYUBACTCH, B CBSI3HM C Ye€M BCe TeJIO BHITATUBACTCS, A HUKHUE KOHEYHOCTH
CKPeIUBAKTCSH.

IIpu TsAK€JI0M TedeHUH 00J1e3HU MOTYT HACTYIIMTH HAPYIIEHUS JbIXaHUS
CO3HAHUA, U, €CJIU C MePBbIX HeldeJb )KU3HU JIeYeHHe He MPOBOANJIOCH, np(:)lor;
3a0o/ieBaHudA 1U10X0M. Takue 1eTH pe3Ko OTCTAKT B BeCce U MCUXOMOTOPHOM
pPa3BUTHH.






