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HacnencTtBeHHble HapyIlIeHHsI OOMEHa BEIIECTB HACIEIYIOTCS ayTOCOMHO-PEIECCHBHO, ayTOCOMHO-
JOMHUHAHTHO JIUOO PELIECCUBHO, CIEIICHO C MoJI0M. Haille BCEro BCTpeyaroTcs 3a001eBaHusl, HaclIeIyeMbIe

ayTOCOMHO-PEIICCCUBHO.

CtpeMUTENBbHBIA NPOTPECC MOIEKYIIPHON OMOJIOTUM OTKPHLT HOBBIE BO3MOXKHOCTU JUATHOCTUKH U
JICYCHMSI HACJICICTBEHHBIX HapYyIIEeHU 0OMEHA BEIIECTB — METO/I BBISBICHHUS F'€HETUYECKUX AC(PEKTOB

nytem I[P 1 mocaeayromas ruOpuau3anus co cuelu@uuecKuMu OJTUTOHYKICOTHIHBIMU 30H1aMH.



HapynieHrne oOMEHa rajiakTo3bl

Faarakmozemuu (xon no MKb-10: E.74.2) — nacnejacrseHusnie 3adoesa-
HHA, ()())"C,’I()BJIL‘HHHC llup'\"lllt.‘llll)l.\lll .\lel‘d(—)().'lll'l.\lil IraJliakro3bl (pHC‘ l)

B Hacrosiiee Bpemsi caMbIM paclpOCTPaHEHHBIM
ISl MaCCOBOTO CKPUHUHTA SIBJIIETCS METa00IMUYECKUM TeCT (C " - Famaknimon

UCIIOJIb30BAaHUEM YHHUBEPCAIBHOTO aHaiau3aropa tuma Victor) —

["anlakroknnasa (ranakrosemus, Tun Il)
I'anakrozo-1-gocdar

V/ID-rmokosa \ lanaxmozo-1-ghocgham

OTpeJeJIeHUE TAaKTO3bl U rajlakTo30-1-pocdara B miazme kposu. Tect

MPOBOAUTCS HA 4-€ CYTKH KU3HU y IOHOLICHHBIX U HA 7-€ — Y

[moko0-1<poodxr
HCIJOHOIMICHHBIX HOBOPOKIACHHBIX, BCKAPMJINBACMbIX MATCPHUHCKUM
Ypuiwarpancdepasa (ranakrosemus, i I)

MOJIOKOM HJIH MOJIOYHOU CMECHIO. Yll‘l)-lwmkma”
. ‘ Vd-canakmoso-4-snumepaza

3 ; anaxrosemis, Tvn 111
Cpenu ranakrozeMuii THII I — camas Tsokesas, TpeOyromas HEOTI0KHOM RTINS

KOPPEKIUU MaToJIOTUsl. MacCOBBIM CKPUHUHT HOBOPOXKICHHBIX, VIId-rmoko3a

MIPOBOJIMMBIN BO MHOTHUX CTPaHaX, HAIIPABJIEH HA BBISIBICHUE UMEHHO 3TOU : \
.

VId-cmoxkozo-nupoghocghopuiaza

(opMBI rajgakTo3eMuH. ‘mioko30-1-gocdar




I 'amakro3zemus, Tum |

["anakro3o-1-ocdar-ypuaunrpancdepasza Hapsiay ¢ ApyruMu hepMEeHTaMu, y4aCTBYIOIIIUMHU B
MEeTa00JIU3ME TaJIakTO3bl (FaJaKTOKUHA30M U TaIaKTOAMMMEPa30i), OCYIIECTRISET MPEeBPaILICHUE
rajakTo3bl, BXOJISIIECH B MOJIOYHBIN caxap, B IIIOK03y. CleCTBUE HEOCTATOYHOCTH TalaKkTo30 | -
dbochar-ypuaunrpancdepasbl — HAKOIUICHUE TadaKTO3bl U raiakTo30-1- dhocdara. OTu BeliecTBa
TOKCHUYECKH JCUCTBYIOT HAa META00JU3M TKAHEW MHOTHUX OPraHOB — MO3Ta, IEYEHH, MOYEK,
KuieuHuka. MMHruOupoBanve OAKTEPUITUIHON aKTUBHOCTH JICHKOIIUTOB CIIOCOOCTBYET Pa3BUTHUIO
CEICHCa, TUIIEPXJIOPEMUYECKUI AI[U]103 MOXKET ObITh OOYCIIOBIECH KaK MHTOKCUKAITUEH,
COTIPOBOXKAAIOIICHCS TOUCYHO-TYOYISIPHON AUCHYHKITUESH, TaK K BOSHUKATh BTOPUIHO BCIICICTBUE

xpoHuueckoro paccrpoucrna KKT.



I 'amakro3zemus, Tum |

Manudectupyer 3a0oeBanue Ha 1-2-i Henele )KU3HU, YePEe3 HECKOJIBKO JIHEH MOCIIe IEPBOro MprueMa
MoOJI04HOM nuiy. [IepBbie pr3HAKK HECTICIIU(PUYHBI: YacCThle CPhITMBAaHU, IJI0Xasi IpUOaBKa MacChl Tela,
aapes. 3aTeM MPUCOCIUHSIOTCS MTPU3HAKNA NOPAKEHUS TIEUEHH: TeaTOMEraius Uin
reraroCIeHOMEraausl, TUIIepOMINPyOMHEMUSI, TTOBBIIIICHUE YPOBHS TpaHCAMUHA3, TUIIOAILOYMUHEMUSI,
HAPYILIEHUSI CBEPTHIBAEMOCTH KPOBH, aCIIUT. Hepeako BCTpEUarOTCs TUIIOTIIMKEMUS, KaTapaKkTa —

HeOOJIUraTHbI CUMIITOM 3a00JICBAHUS.

Y 90 % OO0abHBIX JEBOUYEK, HAXOASIIMUXCS HA JICYEHUH, OTMEYAIOT TMIEProHa0TPOIHBIN TUITOTOHAU3M
(3az1ep>KKa MOJI0OBOTO pa3BUTHS, IEPBUYHAS M1 BTOpUYHAsI aMeHOpes ). CUUTAIOT, YTO JAHHBIE
SHJIOKPHUHOJIOTUYECKHE OCI0KHEHUS CBA3aHbI C TOKCUMYECKUM JICMCTBHEM TaJIaKTO3bl M €€ METa00JIMTOB Ha

AUYHUKHA B HEOHATAJIbHBIN IIEPUO/I.



[anaKkTtozemus
HapyLleHOo npeBpaLleHne ranakTosbl B IN1HOKO3Y

NOBPEeKASHMEe MO3Ta

HaTdpPaKTad

" HEeNTyXa
. _renatomerasiva

S_2-NOBpexAeHue Nnoyek




Hapymenne oOMeHa ppyKTO3EI

VY 4ennoBeKa N3BECTHBI TP HACJIICACTBCHHbIX HAPYIICHHWA MeTa0oJIM3Ma (bp}IKTOBBIZ

— (ppykTO3ypUst (HEAOCTATOUYHOCTh PPYKTOKHMHA3BI) — OECCUMIITOMHOE COCTOSIHUE, CBSI3aHHOE C

MOBBIILICHHBIM cojepkaHrueM (PppykTo3bl B Mmoue. Yactora romo3urot cocrasiseT 1 : 130 000;

— HACJICICTBEHHAs] HEMIEPEHOCUMOCTh (PPYKTO3bI — HEJIOCTATOYHOCTH alibjionasbl B. HacroTa 3a00neBanus
(B TOM 4mcIe BKItoUas jerkue GopMmbl y B3pocibix) coctariser 1 Ha 40 000, B Aurmuu — 1 : 18 000, B

I'epmanun — 1 : 29 600 KHUBBIX HOBOPOKICHHBIX;

— HEJ0CTATOYHOCTh PPpyKT030-1,6-0ndocdaraspl, KOTOPYIO TaKKe OTHOCST K Ac(eKTaM IIIIOKOHEOreHe3a —

peaKoe HACIEACTBEHHOE HapyIICHUE MEeTaboIru3Ma



HacnencrBenHass HEEPEHOCUMOCTh (PPYKTO3bI

AyTOCOMHO-PELIECCUBHOE 3a00JIeBaHUE, 00YCIOBICHHOE MyTallMsIMU T€HA ajib/10J1a3bl B.

HacnenctBeHHasi HENIEPEHOCUMOCTh (PPYKTO3bI CBSI3aHA C HEJIOCTATOYHOCTHIO BTOPOTO (PEpMEHTa,
y4aCTBYIOIIEro B MeTa00a1u3Me (pyKTO3bl, — ajbaoja3bl B. Ero negexkr npuBoauT K
HaKOIUIEHHUIO PpyKTO30-1-hocdaTa, KOTOpPBI HHTHOUPYET NPOTYKIIHIO TITFOKO3bI (INTFOKOHEOTEHE3
Y TJIMKOT€HOJIM3) M BBI3IBAET THMOTIIMKEMHUIO. [ocTymienne PpyKTo3bl IPUBOINUT K YBEITUUYCHUIO
KOHIICHTPAIMH JIAKTaTa, KHTUOUPYIOIIETO MTOYEYHO-KAHAIBIIEBYIO CEKPEINIO YPATOB, YTO
IPHUBOJMT K TUIIEPYPUKEMHUH, YCYTYOIsI€MOI HCTOIIICHUEM BHYTPHUIIEUEHOUYHOTO (pocdara u

YCKOPEHHOM JACTrpajaliield aJICHUHOBBIX HYKJICOTHIOB.



Hapymienue TpaHcmopra MOHOCaxXapui0B

N3BeCTHO YeThIPE HACIEACTBEHHBIX Ae(PEKTa TpaHCIOPTa MOHOCAXapOB. X KIMHUYECKUE
IPOSIBJIICHUS 3aBUCSIT OT 0COOCHHOCTEW TKaHEBOM AKCIPECCUHN U CIIEIU(PHUUYHOCTH CyOCTPATOB

MOPaXEHHOTO TPAHCIIOPTHOIO OEJIKA.



['pyniia HaclieACTBEHHBIX 3a00JI€BaHUI, 00YCIOBICHHAS
HEJIOCTAaTOYHOCTHIO OHOIO MM HECKOJIIBKUX (DEPMEHTOB,
YY4aCTBYIOIIMX B CUHTE3€ MJIH pacnaje IIMKoreHa (puc. 2).
[Ipu Bcex TUIMax IIIMKOT€HOBOW 00JIE3HN MUIICHBIO

IMOPAKCHUA OBIBacT HECKOJIBKO OpraHoB, HO OOJIBIIIE BCETO

CTpaJacT MCUYCHb.
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Puc. 2. Yupouiennas cxema Metabomsma raukorexa
] — rexcoxunasa (rmoxokunaa), 2 — rmoko3o-6-gocdarasa; 3 — docdormoxomyrasa; 4
raoxo30- 1 -gochar-ypuuurmpancdepaa; 5 — raukorencunrerasa; 6 — | 4--rmoxanseTsaunii
pepment, 7 — dochopinaza; § — amuno-1,6-rmoxoinsaza



I mukoreno3 I Tuna (001e3Hb I upke)

HacnemyeTcs mo ayToCOMHO-PEIECCUBHOMY THITY 1 XapaKTepu3yeTcs HapyImIeHUEM OJTHOBPEMEHHO JBYX
MaTOTEHETHYECKHUX MPOIIECCOB: IIMKOIeHOIN3a (pacIienieHe IMTMKOTeHa) U TIIIOKOHEOreHe3a, YTO
00yCJIOBIMBAET HanboJIee THKEI0E TeUeHUE 3a00JIeBaHus. B 0TCyTCTBHE IITI0K030-6-(h0c(haTo3bl NIMKOTESH
TIEYCHH IIPEBpAIlaeTCs He B IIIFOKO3Y, KaK Y 3/I0POBOTO YEIOBEKA, & B MOJOUYHYIO KHCIIOTY M HAKAILIMBACTCS B
OOJBIITNX KOJMYECTBAX B TEMATOUTAaX, KPOBU, MOYE, B PE3YJIBTATE YETO PA3BUBACTCS COCTOSHHUE XPOHUUYECKOTO
aruo3a. [loBeIIeHNe KOIUYeCTBA MOJIOYHON KUCIOTHI, aKTUBU3UPYIOIIEH TTINKOTC€HCUHTETA3y, MPUBOINT K
YBEJIMYCHHUIO 3a1aCOB INIMKOIeHa B eueHu 10 14—17 %, Toraa kak B HOpME €ro coaepkurcs okoiao 4 %. Huzkoe
coJiepKaHNE TIIFOKO3bI B KPOBH BEJIET K YCHIICHUIO MOOMIN3AIIUH JKHUPHBIX KUCIIOT B MEpUhepUISCKON KUPOBOU
TKaHHU. B MeueHn HakaImaInBaeTCs: OOJIBIIIOE KOJUYSCTBO JKUPHBIX KHCIIOT, KOTOPOE OHA HE B COCTOSTHUH

OKHCJIINTb, PA3BHUBACTCA I'NIICPIHUIINACMUA, BO3PACTACT COACPKAHUC XOJICCTCPHUHA.



[laTonoro-mopgosoruycekue
U3MEHEHHUS

fenaroumTs
@ C KPYNMBMA BAKYO NS MK
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BHYTDHKNBTOMHEA rNUKOren
{okpacka no becry)

Pucynok 2. Cumnroms: 6onesnm MNapxe (no F. Netter, 2001)




[ nukorenos II tuma (0one3ns Ilomiie)

Hacnenyercs 1o ayrocoMHO-peliecCUBHOMY THILY. [IepBble CHMITTOMBI POSIBIIAKOTCS B IIEPBBIE HENECIU
KU3HU (10 6 MecsieB nocie poxacHus). Jlepekr hepmeHTa HailjieH B IEUYEHH, MOYKaX, CEJIC3CHKE,
MBIIIIaX, HEPBHOW TKaHH, JeikonuTax. Habmromaercss pacCTporCTBO JbIXaHUsI, O€CIIOKOMCTBO MIIH
aguHamusa. OTMEUYaeTCsl OTCYTCTBUE AIETUTA, 3a€PKKA POCTA, MBIIIIEYHAS] TUIIOTOHUS. YBEITUYNBAKOTCS
pa3Mepbl cep/ilia, MeYEHU, MoYekK, cese3eHku. Cepale npuoopeTaeT MapoBUIHYIO (OPMY, B CBSI3H C
rurneprpoduert Muokapaa noasisitoTca naMeHenust Ha JKI. YacTo BO3HUKAIOT TUIIOCTACTATUYECKUE
THEBMOHHM, OPOHXUTHI, aT€JIEKTa3bl JETKUX, HAOIIOAAI0TCA MUOAUCTPO(dUS, TUTTOpEPIICKCHSI,
cracThuueckue napanuiu. Meiiieunast opma mmkorenosa Il Tuna BO3HUKAET TOJIBKO B MBIIIIAX PH
naeduiuTe Kuciaou a-1,4- mroko3uaassl. bone3Hs npospisercs B 0osee NO3JHUE CPOKHU U TIO KIIMHUYECKOM

KapTHUHC HAIIOMUHACT MHUOIIATHUIO.
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JIlnarnoctrnueckue kpurtepun o0one3nu Ilommne

[arHocTuyeckue Kputepum bonesHb Nomne

ITosiBjieHUE KJIIMHUKU B paHHCM I'PYAHOM BO3PaCTC

MosBAEHUE KAUHUKN B PaHHEM
rpPyAHOM BO3pacTe

Lapoo6pa3sHas kapauomeranus

CepaeyHas HegOCTAaTHOCTb NO
npaBoXXeAyao4KoBbiM TUMOM

[[TapooOpa3Has KapAruoMeraaus

YacTbele THEBMOHUU

XapaKTepHbII BHEIIHUN BUJI: KPYIVIOE, IACTO3HOE JIMIIO, i g
i XapaKTepHbI BHELWHWUIA BUA,
YBEIUYEHHBIN A3BIK, MBIIIEYHAs TUIIOTOHMUS, 3a/I€PIKKa pebeHKa: KpyI/ioe, NacTo3HoE AMLLO,

yBeﬂMHEHHbIﬁ A3bIK, mbllleYvyHanA
FTMNOTOHUA, 3aePXKa ¢M3MLIECK0I'0

(1)1/131/1‘1601(01“0 pa3BUTHUA
pasBUTHA
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